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TMC-KapTupoBaHue MOTOPHOU KOPbI: 0630p MeToAa,
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TpaHcKpaHuanbHas marHuTHas ctumynauua (TMC) no3sonseT HEMHBA3WBHO NMPOBOAUTL KAPTUPOBAHWE MOTOPHOMN KOPbI
¥ Nosly4aTb KOPKOBbIE NPefCTaBUTeNbCTBA MbllL,. TMC-KapTMpOBaHMe HALWIO MPUMEHEHUE B UCCELOBATENbCKOM U KIN-
HUYECKOI NPaKTUKE A1 OLEeHKU PeOpraHnU3aLnMy MOTOPHOI KOpbl Noj AeNCTBMEM Pa3NyYHbIX aKTOPOB, YTOYHEHUs na-
TOM310N0rMK M pa3paboTKM HOBbIX GUOMAPKEPOB NOPAXKEHWUA ABUTATENbHOM CUCTEMBI NPU PA3NNYHbIX 33601€BaHUSX.
B cTaTbe 06CyH/Aal0TCA OCHOBHbIE METOA0JI0MMYECKMe acneKTsl npoBefeHus TMC-KapTUPOBaHUA MOTOPHOI KOpbI: BbIGOP
WHTEHCUBHOCTU CTUMYNALUN U MEXCTUMYNbHOTO UHTEPBANa, NCNOJIb30BaHNE CETOYHbIX aifOPUTMOB, HAaBUTALNMOHHbBIX
1 pobOTU3UPOBAHHBIX CUCTEM, BLIGOP MbllLbI-MULIEHN U Ap. OTAeNbHOE BHUMAHUE yaenseTcs napamMeTpam, XapakTepu-
3yloWMM KOPKOBbIE NPeACTaBUTENbCTBA (IOKANN3aLMUA «TOPAYE TOYKMY, LIeHTpa Mace, NiowWwanb 1 Ap.), U UX BOCNPOU3-
BOAMMOCTU NPU UCNONBb30BAHNU PA3JIMYHBIX NPOTOKOJIOB KAPTUPOBAHUA. anBEJJ.EH dHanus ﬂ_\/6J’IVIKaLI,VIl7I, NOCBALEHHbIX
npumeHeHno TMC-KapTMpoBaHMs MOTOPHOM KOPbI NPU OMYyXO0NsAX, UHCYNbTE, 60KOBOM amuoTpoduyeckom cknepose. Ha-
nbonee 3HauMMoe npakTuyeckoe npumeHeHune TMC-kapTMpoBaHue MOTOPHOM KOPbI MOAYYMIO0 NPU ONYXONAX ANs NPeao-
NepaLMoHHOTo onpeaeneHns NoKanusauum GyHKLMOHANbHO 3HAYMMbIX MOTOPHbIX 30H. [puMeHeHne 3Toro MeToaa no-
3BONAET yNY4YWUTb beHKU,VIOHaJ'IbeIe ncxopnbl onepaumu v ysennvyunTb BbXXMBAEMOCTb NAaLUEHTOB 6e3 nporpeccupoBaHusa
0MyXo0/eBOro npouecca.

KnioueBble cnoBa: TpaHCKpaHWasbHas MarHUTHasA CTUMYNALMS, KAPTUPOBaHWE, MOTOPHAs KOPa, OMYXOU, UHCYNLT, 6oKO-
BOM aMUOTPOUYECKMiA CKNepo3, anunencus

IOna umtupoBanusa: Moiipawesa A.T., bakynud W.C., Nlaroga O.10. n ap. TMC-kapTupoBaH1e MOTOPHOM KOpbl: 0630p Me-
T0Aa, UCCNEf0BaTENbCKOE U KNIMHUYECKOE 3HaueHue. HepBHO-MblweyHble 6onesHu 2022;12(4):10-19. DOI: 10.17650/
2222-8721-2022-12-4-10-9

TMS motor mapping: method overview, research and clinical application

A.G. Poydasheva, I.S. Bakulin, D. Yu. Lagoda, N.A. Suponeva, M.A. Piradov
Research Center of Neurology; 80 Volokolamskoe Shosse, Moscow 125367, Russia

Contacts:
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Cortical representations of muscles can be probed non-invasively using transcranial magnetic stimulation (TMS) motor
mapping. TMS mapping can be applied both in research and clinical settings to assess motor cortex reorganization
under the influence of various factors, to clarify pathophysiological mechanisms of motor system damage in various
diseases, and to develop novel biomarkers of this damage. The article discusses the main methodological aspects of TMS
motor mapping: choosing stimulation intensity and interstimulus interval, using of grid, neuronavigation and robotic
systems, determining of a target muscle, etc. Special attention is paid to the cortical motor representation parameters
such as the “hot spot” and center of gravity localization, area, etc. and their reproducibility under various mapping
protocols. A review of publications on the use of TMS motor mapping application in brain tumors, stroke and amyotro-
phic lateral sclerosis is presented. The most significant practical impact of TMS motor mapping of the cortex is seen in
brain tumors when used for presurgical localization of eloquent motor areas, as it is associated with the improvement
of functional outcomes and progression-free survival.

Keywords: transcranial magnetic stimulation, mapping, motor cortex, brain tumors, stroke, amyotrophic lateral sclerosis,
epilepsy
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HepBHo-Mblweunbie 5O JIE3HH

KaprupoBaHnue ¢pyHKIIMI MO3ra — OQHO U3 HauboJjiee
3HAYMMBIX HATIpaBlIeHUN B (PyHIAMEHTATbHON U KIIMHU-
YeCKOM HelipoHayKe 3a MoCJIeJHUE MoaTopa Beka. Jloiroe
BpeMsI OCHOBHBIM METOJIOM KapTUPOBAaHUSI MO3ra, B TOM
YIICJIe MOTOPHOM KOpPHBI, ObIJIa TIpsIMast 3JIeKTpUIecKast CTH-
MyJsitnst. OCHOBOIIOJIOXKHUKAMY JaHHOTO HAaIIpaBJICHUS
cunTatorcs G. Fritsch u E. Hitzig (1870), koTopble TToka-
3aJ11, YTO IMyTEM CTUMYJISILIMM Pa3IUYHbIX y4aCTKOB KOPbI
JIOOHBIX TOJIe COOaKM MOKHO BBI3BaTh COKPAIIIEHUS pa3-
HBIX MBI KOHTpajaTepaJbHBIX KOHETHOCTeH [1]. Diek-
TPUUYECKYIO CTUMYJISIIAIO TOJIOBHOTO MO3Ta XKMUBOTO YEJIO-
BeKka BriepBble mpoBes R. Bartholow B 1874 1. B TTeyajibHO
HU3BECTHOM «3KCIIEPUMEHTE», 3aKOHYUBIIEMCS TUOEIIBIO
namyenTa [2]. B xonue XIX Beka OBIIM TpeacTaBICHBI
TIepBBIC PE3YIBTATHI IIPSMOI SJICKTPUISCKON CTUMYJISIITNN
MOTOPHOI KOpPHI y 4eJ0BEeKa BO BpeMsI XUPYPTrAUECKUX
omnepauwmii [3].

be3 mpeyBenmmuaeHNsT peBOJMIOIIMOHHOE 3HAYCHUE IS
HelipoHayku nMmena mmyonvkamust W. Penfield u E. Boldrey
B 1937 1., B KOTOpOI1 OBLI 00OOIIEH OMBIT IIPOBEICHMS
WHTPAOIePallMOHHOTO KapTUPOBAHUS MOTOPHOM U CEH-
COPHOI1 KOpbI BO BpeMsi 163 omnepaiuii y maLyeHTOB C 3111~
nericueii [3].

Bo BrOpoit momoBuHe XX BeKa KapTUPOBAaHUE MO3ra
BBIIIIJIO HA TIPUHIIUIINAIBHO HOBBIN BUTOK Pa3BUTHSI, 00-
YCIIOBJICHHBIN TTOSBJICHNEM METOMOB (DYHKIIMOHAITHHOMN
HeHpoBU3yaInU3alli, B IIEPBYIO odepeab (YHKIIMOHATb-
HO# MarHUTHO-pe30HaHCHOU ToMorpacduu (MPT) u mmo-
3UTPOHHO-3MHICCUOHHOI ToMorpacdun. HecMoTpst Ha or-
POMHOE 3HaUCHUE JaHHBIX METOIOB, HEOOXOIUMO UMETh
B BUIY X OTpaHUYCHNE — CIIOCOOHOCTD BEISIBIISITD JIUIIITD
KOPPENSIIIUAI0 MEXIY PETUCTPUPYEMBIM MapaMeTpoM (M3-
MEHEHMS KpOBOTOKa, META00JIM3Ma U T. II.) ¥ U3yIaeMBIM
(deHOMEHOM, UTO 3aTPYIHSIET MHTEPIIPETAIIAIO PE3y/IETaTOB
WcclieoBaHusl. B ¢BsI3M ¢ 9TMM OOJIBIIIOE 3HAYCHHE MEET
pa3BUTHE TaK HAa3bIBAEMBIX Kay3aJbHBIX METOIOB KapTH-
poBaHMSA, K KOTOPBIM, B YACTHOCTH, OTHOCSITCSI METOJIBI
C CTIOJIb30BAaHUEM CTUMYJISILIMI MO3Ta.

B 1980 . PA. Merton 1 H.B. Morton moka3saiu Bo3-
MOXXHOCTh PETUCTPALIMY BEI3BAHHBIX MOTOPHEBIX OTBETOB
(BMO) ¢ MbIm npy HeMHBa3WBHOM TpaHCKpaHUATBHOMN
SJIEKTPUICCKON CTUMYIISILINU KOPHI [4]. OCHOBHBIM OTpa-
HUYCHHEM JaHHOTO METoda SBJISIOTCS BRIpakeHHBIE 00-
JIEBBIC OIIYIIECHUS TP CTUMYJISIIINU.

B 1985 . A.T. Barker u coaBT. mpencTaBuIN IIprUOOP
IS TpaHCKpaHWAIbHO MarHUTHOU cTuMyJistiiny (TMC)
[5]. Tenepupyemoe KaTylIKO# mepeMeHHOEe MarHUTHOE
moJie 6e300JIe3HEHHO ITPOXOIUT Yepe3 KOXY, KOCTH Yeperia
¥ MO3TOBBIE 000JIOUKH U T10 3aKoHYy Papamess THIyIUPYeT
3JIEKTPUYECKOE TT0JIe B TKAHU roJIOBHOTO Mo3ra. C momo-
mpio TMC 1epBUYHO MOTOPHOM KOPBI 0OKa3aJI0Ch BO3-
MOKHBIM BBEI3bIBaTh BMO ¢ KOHTpastaTepaabHON MBIIIIIIEL.
I1epBoie paboTel o TMC-KapTUpOBaHUIO MOTOPHOI KO-
pbI ObLTH OnyoIMKOBaHbI B Havase 1990-x ronos [6]. 3Ha-
YUTESITbHBIM JOCTVKCHHEM CTaJIO IIMPOKOE BHEIPCHUE
HelpOHABUTAIIMOHHBIX CICTEM, TTO3BOJISTIOIINX IIPOBOINUTH

KapTUPOBaHUE C YIETOM WHIWBUIYATPHOM aHATOMUH U TO-
norpaguu 60po3d U U3BWIMH, a TAKXe KOMOMHUPOBATh
TMC ¢ agpyrumMm MeTogaMM KapTUpoBaHUsI Mo3ra [7].

Boimensttor 3 0CHOBHBIX HallpaBJIeHHS HCTIOJTb30BAHUS
TMC-kaptupoBanus: 1) dyHOIaMeHTaIBHBIC UCCIEA0BA-
HUSI IBUTATEIbHOM CUCTEMBI y 300POBBIX JIUII (HaTIpuMep,
W3ydYeHUe NWHAMHUKU KOPKOBBIX IIPEIACTABUTEILCTB
TIPpY TPEHUPOBKAX, MX OCOOCHHOCTH Y JINII C pa3HBIM YPOB-
HEM BJIaIcHUS IBUTATSIPHBIMU HaBbIKAMU, MEXKIIOJTYIIIap-
Hasg acuMMeTpus u 1ap. [8, 9]); 2) mpemorepallmioHHOE
KapTUPOBaHMeE Y TAIIMEHTOB C OITyXOJISIMU TOJIOBHOTO MO3Ta
[10]; 3) omreHKa peopraHU3alIi MOTOPHOI KOPHI ITPH IT0-
paXkeHMSIX IBUTATSIBHOM CHCTEMBbI pa3IMIHOIO TeHe3a —
HU3yJ9eHNE TTaTOMU3NOIOTHH, IIONCK HOBBIX TUATHOCTHYEC-
KMX U IPOTHOCTUYECKUX MapKepoB [11].

0630p meTopa TMC-KapTUpOBaHUA

C metommaeckoii Touku 3peHust TMC-kapTupoBaHHe
MOTOPHO KOPHI 3aKJTIOYAETCS B IIOCICIOBATEIIEHOM CTUMY-
JISIIAHM 00JIacTeH TIpearoiaracMoi JIOKaIM3allii KOPKO-
BOTO IIPEICTaBUTEIbCTBA MBIIIIILI-MUIIICHA. B pe3yneraTe
WCCIICIOBAHUS CTPOSIT KAPTy KOPKOBOTO IIPEICTABUTEb-
CTBa MBIIIIIEI, KOTOPas MOXET OBITh OIIpeAe/ieHa KaK Co-
BOKYITHOCTH 00JIacTel, CTUMYJISIIIUS KOTOPBIX ITPUBOIUAT
K BO3HUKHOBeHN10 BMO. OCHOBHEIE TTapaMeTphl IIPOTO-
KOJIa KapTUPOBAaHUS BKITIOYAIOT MHTCHCUBHOCTD CTUMYJIA,
MEXCTUMYJIBHBIN MHTEPBaJ, O0IIee YUCIO CTUMYJIOB, T10-
PSIIOK M TTOTHOCTh HAHECEHMST CTUMYJIOB.

Metonnka TMC-kapTupoBaHUSI MOTOPHOM KOPHI BO
MHOTOM 3aBHCHT OT 1LIeJIM 1 3a1a9 KOHKPETHOTO MCCIIEeIO-
BaHWUSI, 9TO, B CBOIO OUEPEIb, OMPEALIISICT OOJIBIIYIO TeTe-
POTEHHOCTD MCITOJIb3YeMBIX IIPOTOKOJIOB KapTHUPOBAHUS.
s MHOTHIX BApMATUBHBIX ITAPaMETPOB HE TTPOBOAMIOCH
CHCTeMaTUIEeCKIX MCCIICIOBAHUIA, YTO 3aTPYIHSICT BEIOOD
ONITUMAJILHOTO MPOTOKOJIA, a TAKKEe MHTEPITPETALINIO OITy-
OJIMKOBaHHBIX JAaHHBIX [12].

C y4eTOM OTCYTCTBUSI €AMHOTO OOIIETIPUHSITOTO TIPO-
tokoja TMC-kapTupoBaHUs IIpeaaracMbie B pa3HBIX
paboTax MOIXOIHI TOJIKHEI IIPEXIIE BCETO OIIEHNBATHCS
B KOHTEKCTE MX BaJTUIHOCTU 1 BOCIIPOU3BOAMMOCTH. Ya-
IIIe BCETO IS 3THX 1IeJIeH MCITONIb3YeTCsl BHYTPUKIIACCOBBII
KoahduLmeHT Koppessiuu (intraclass correlation coeffici-
ent, ICC). [IpumenntenpHo K TMC-KkaptupoBaauio [CC
OTpaxkaeT CTEIeHb COTJIACOBAHHOCTH WJIM COOTBETCTBHUS
U3MEpEeHUN OTHOM M TOM K¢ BEJIMIMHBI, BHIITOJTHEHHBIX
HECKOJIbKMMU MCCIIeA0BATEIISIMU WM B pa3HbIe THU. 3Ha-
yeHue ICC >0,75 cooTBeTCTBYET BLICOKOM BOCIIPOU3BOIN-
MocTH, 3HadyeHune ICC B npenenax 0,5—0,74 — cpemneit
1 <0,49 — Huskoii BocriponsBoanmocty [13]. OnHako BbI-
cokuii ICC He rapaHTHpYeT BBICOKOI MOIITHOCTH B CTaTH-
CTUYECKMX TeCTaX, TaK KaK OH M3MepsSIeT COOTHOIICHUE
Bapra0ebHOCTH ITapaMeTpa MeXKIy UCITBITYeMbIMU U Ba-
pMadEIbHOCTH MEXIY CeCCUSIMU M3MEPEeHUI Y OTHOTO
HUCTIBITYEeMOTO, B TO BpeMsI KaK Il MCCJICIOBaHUI THUIIA
«I0—TIOCJIe» BaXXKHO OTHOIICHHME CPETHEro M3MEHEHUS
B pe3yJbTaTe BO3IEHCTBUS K BapuaOEIbHOCTA MEXKIY
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CecCHsIMU, a Tl CpaBHEHUS TPYIIT — COOTHOIIICHUE pa3-
HUIIBI CPETHUX B 3TUX IPYIMIIAX ¥ BapHUaOEIbHOCTH MEXIY
HUCIBITYeMBbIMU.

Hccnenyembie mpu TMC-KapTUpoBaHUM TTapaMeTPhI
MOTYT MCITOIb30BaThCA KaK IJIsT TPOCTPAHCTBEHHOI JIOKA-
JI3AIIUY JBUTATETEHOTO IIPEICTABUTEIBCTBA, TAK M TSI KO-
JINYECTBEHHOM OILIEHKH, B TOM YHCJIC B aCCOLIMAIIAM C aM-
wmtynoit BMO. Jlokanmm3aiust (KOOpIWHATHI) «TOPSTICiA
TouKkm» (hot spot) — ooMH M3 HanboJIee «IIPOCTBIX» U3 UC-
CJIeMyeMBIX ITPOCTPAHCTBEHHBIX ITapaMeTpOB KapThl. Tpa-
IWLAOHHO «ropsiyasi TOYKa» OIpENESIseTcss KaK TOYKa,
TIPY CTUMYJISILIAN KOTOpOii reHepupyeTcst BMO Makcumairb-
Hoit amrutynel. HecMoTpst Ha Bbicokmin ICC, muctaHmms
MEXIY «TOPSTIMMHU TOYKaMI» TIPY TTOBTOPHBIX M3MEPEHMSIX
MOXET COCTaBJIATh 10 1 cM [14], BBUIY Yero B ITOCIeIHEe
BpeMsI 3TOT TTapaMeTp PEIKO MCIIOIb3YeTCs IS CaMOCTO-
SITeJIbHOTO aHaim3a. OCHOBHOI BKJIAI B BapHaOeIbHOCTh
KOOPIMHAT «TOPSIIeii TOUKI» BHOCHUT BBICOKAsT BapraOeiIb-
HocTh aMImuTynsl BMO, a Takke HepaBHOMEPHOCTD pac-
TIpeeIIeHNs BEICOKOAMITINTYTHBIX BM O B mpeenax KapThbl
1 HeJTMHelHoe pacnpocTpaHernre TM C-uHIyIMpoBaHHO-
ro JIEKTPUYECKOro mosisi B kope [15].

OmHUM 13 YaCTO aHATU3MPYeMBbIX ITapaMeTPOB IBUTA-
TEJBHBIX KapT SIBJISICTCS JTOKAIM3AlMS IIEHTPA TSKECTH
(center of gravity, CoG), oTpaxaroIas Kak IIpOCTpaHCT-
BEHHOE pacrpeesicHue, Tak 1 amumtyay BMO. CvernieHume
CoG npy MOBTOPHBIX U3MEPEHMSIX Y 3MOPOBBIX TOOPOBOJIH-
1IeB, IO Pa3HBIM TaHHBIM, MOXET COCTABIISITh OT 4 10 7 MM
[16, 17]. I1pn aToM mrsa mbii kuctu u pyku 1CC Bole,
YyeM IS MBIIIL TOpca, HOTM, MUMWYECKUX MBI [12].
IToMuMo HeHTpa Macc BOCIIPOM3BOIUMOCTh KapT MOXKHO
OLICHUBATh MO H0JIC TIEPEKPHITHSI TP ITOBTOPHBIX MCCIIE-
MIOBaHUSX: HarIpuMep, B ucciaemoBanum C. Weiss 11 coaBT.
(2013) mpomeMOHCTPpUPOBAHO, YTO TaKasi AOJIST Y 3MOPOBBIX
JIOOpPOBOJIBLIEB IS 2 KApTUPOBaHMiA cocTaBisna 44 £ 6 %,
a s 3 — Becero 24 + 4 % [14].

M3 KomaecTBeHHBIX TPU3HAKOB Yallle BCETO aHAIM -
3UpyeTCs TUIOIIAIb KapThl. B ciydae MCIToIb30BaHMS «Ce-
TOYHOTO» aJITOPUTMA TUTOIIAIh KapThl IIPEACTABIISIET COOOM
aITeOpandecKylo CyMMY TIIOIIAeH sT9eeK CeTKH, TIPH CTH-
MYJISIIIUY KOTOPBIX PETUCTPUPOBAJICS MTOCTOBepHBIE BMO.
ITpu kapTpoBaHNM O3 UCITOIB30BAHUS CETKH IJIST HAHE-
CEHUS CTUMYJIOB pacyeT IJIOIIAIN 3aBUCUT OT BEIOpaHHO-
TO AJITOPUTMA TIOCTPOCSHUSI KapThI, CPEIN KOTOPHIX MOKHO
BBIICJIUTH 3 OCHOBHBIX: METOJI BEITTYKJIBIX 000JI0YEK, METOI
WHTEPIOJSIIIUY CIIATHAMM M METOI Teccesimuu Bopo-
Horo [18, 19]. [TonxydeHBI MPOTUBOPEUYMBEIC TaHHBIE O BOC-
IIPOM3BOIMMOCTH IIOIIANN KapThl ¢ mrarrazoHoM ICC (mpu
aHajm3e Mbii kuctu) ot 0,4 10 0,9 [14, 16, 20—22]. Boc-
IIPOM3BOIUMOCTD ILTOIIAIN KapT MBIIII] HOT, MUMHUYECKIX
MBI HI3KE, YeM JUIST MBI KucTu [12, 14].

Jusg yaeta amruutyasl BMO ncrionb3yeTcst mapameTp
B3BellIeHHO 1o amruintyae rromany BMO. B kauectse
«BECOB» IS TUIOIIAIY KapThl MOXKET OBITh UCITOJIb30BaHA
BEepOSATHOCTD peructpanuu BMO (anroputM KapTupoBa-
HUs B TaKOM cJIyJae JOJDKEH BKIIIOYATh HaHECEHUE He-

CKOJIBKMX CTUMYJIOB B OIHY U Ty € TOYKY), 00JIamaroriast
00JIbIIIEH TOYHOCTBIO, MEHBIIIUM CMelIeHUueM U Ko3hPu-
IMEHTOM BapHalliy IT0 CPaBHEHUIO C B3BEIIICHHOM 11O aM-
wmTye mromaneio [22]. KpoMe Toro, mpy ruiaHUpOBaHUT
WCCIIeIOBAaHUA M OIICHKE OXMIaeMbIX 3(pDeKToB cienyer
YIUTBIBATh TO, YTO aOCOIIOTHOE OOJBIIMHCTBO PadbOT
C OLIEHKO# BOCIIPOM3BOANMOCTH BHITIOJTHEHO Y MOJIOIBIX
JIOZEH, TOrIa KaK Y TOKMIBIX BOCIIPOM3BOIUMOCTD Pa3HbIX
mapaMeTpoOB KapT MOXeT OBITh xyxke [20].

BaxxHbIM METOOIMYECKUM aCIIEKTOM KapTHUPOBaHUS,
BO MHOTOM OITpEACIISIONINM IIepedYeHb ITapaMeTpOB, I0-
CTYITHBIX JUTSI aHAJIN3a, SIBJISICTCS IIPUMEHEHUE «CETOUHO-
ro» anroput™Ma. [1pu MCmoaIb30BaHUM JAHHOTO AJITOPUTMA
CTUMYJIBI HAHOCSITCS B 3apaHee OIpeAcICHHBIC STISHKU
«CeTKW», TIPA 3TOM caMa CeTKa MOXET OBITh pa3MedeHa
Ha cIelMaJIbHON IMamodke s mamueHTa mpu TMC
0e3 HelipoHaBuUTauM [23] WM MOCTPOEHA C TTOMOIIIBIO
MIPOrpaMMHOTO 00eCITeYeHUST HelipOHABUTAIIMOHHON CH-
creMsl (puc. 1) [22].

Pa3mep srueek MoxkeT BapprpoBath. [1py KapTupoBaHUN
0e3 HaBUTALIMOHHOW CHCTEMBI Yallle BCETO MCITOIb3YETCS
KBajipaTHas siyeiika rurommansio 1 ecm?[16, 23]. Ipenmyiie-
CTBOM «CETOYHBIX» aJITOPUTMOB SIBJIICTCSI BO3MOXKHOCTD
CTUMYJIMPOBATh CTPOTO OITHU M TE 3Ke TOYKI HECKOJIBKO pas3;
TIPY 3TOM B PsIJIe MCCIIeIOBaHUI NCIIOIB30BAIOCH TTOCTICIO-
BaTeIbHOEC HAaHECEHNE CTUMYJIOB B KaXKIYIO STYCHKY, TOTIA
KaK B IPYTMX UCCIICMOBAHUSIX IJISI YMEHBIICHWS BIMSTHUS
MPEIbITYIINX CTUMYJIOB Ha ITOCeAyIolIe, HaHeCCHHBIC
B OIHY TOYKY, ObII CITOIB30BaH IICEBIOPAHIOMU3UPOBAH-
HBIN TOPSIIOK MperbaBieHnsT ctuMyiioB [22]. KaptupoBanue
C MICTIOJIh30BAHMEM «CETKI» TpeOyeT 3HAUUTEIIBHO MEHBIIIC-
TO BpEMEHU BCJICACTBYE MEHBIIICH TTIOTHOCTY CTUMYJISIIINH,
a TakoKe TTO3BOJISIET ITOJTydaTh COMOCTaBUMEIE TAHHBIC Y pa3-
HBIX JIIOIEH B pa3HBIX 3KcnepuMeHTaX. OCHOBHBIM HEIIO-
CTaTKOM TaKOTro MOIX0oAa CJIY>KUT HEBO3ZMOXHOCTb UHIW-
BUIYaJIbLHOTO TOA0Opa pa3Mepa CEeTKU: B psifie CaydyaeB
M30bITOYHOCTh pa3Mepa «CeTKHU» MPUBOIUT K HAHECEHUIO
HenHbOopMaTUBHBIX (He nHAyuupytoimx BMO) crumynos,
Toraa KaK HeJOCTaTOUHBIA pa3Mep «CeTKU» — K OIIMOKaM
B OLICHKE MapaMeTpoB KapT. KapTtupoBaHme 0e3 «CeTKU»
MIPOBOIUTCSI C MCIIOJb30BAHNEM HEMPOHABUTAIIMOHHBIX
CHCTEM M TTO3BOJISIET HETIOCPEICTBEHHO BO BPEMST BBITION-
HEHUS TIPOLICAYPHI aIalITUPOBATHCS K TOMOTrpachuy 1 JIOKa-
JIM3alMU KapThl KOHKPETHOTO cyObekTa. MccnemoBanmii
IO COTIOCTaBJICHUIO BaprlaOeIbHOCTH TTapaMeTPOB KapTH-
pPOBaHMSI C MCIOJB30BAHUEM <«CETOYHOTO» aJITOpUTMa
He TpoBommiochk. Ilpu KapTUpOBAaHWM MBIIII KHUCTH
6e3 «cetkm» ICC mst neHTpa Macc kosebmuercs ot 0,3 1o 0,98
(rpu 3TOM KOOpAMHATa X 0oJiee BapruadeabHa, YeEM KOOp-
IHATA y), TOraa KaK B OOJIBIITMHCTBE UCCIeIOBaHMI C IIpH-
MeHeHUeM «ceTouyHoro» anroputMma ICC mpesbimaet 0,75
[14, 17, 21]. Takum o0Opa3oM, KapTUpOBaHUE 0e3 UCITONb-
30BaHMSI «CETOYHOTO» JITOPUTMA TIPEATIOYTUTETHHO TS pa-
30BOI1 OLICHKY MHANBUIYAIBHBIX KapT, TOTIA KaK UCIIOb-
30BaHME «CETOYHOTO» QJITOPUTMA — JUISI TIPOBEICHMUS
MIPOIOIbHBIX UCCICIOBAHMIA.
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Puc. 1. IIpumeps Kopk06o2o npedcmasumenbcmea KOpOMKOU Mbliiybl, 0Me00sueli 60abuoil natey Kucmu, y 300p06020 000poeoablya: a — Kapmupogatue
C UCNOAB30BAHUEM «CEMOYHO20» AA20pumMma ¢ niouadsio setiku 0,49 mm?; 6 — kapmuposanue 6e3 cemxu. Kopkosoe npedcmasumenbcmeo HAA0M4ceHO
Ha undusudyanvHoe uzobpaicenue 20106H020 mosea 6 npozpamme Nexstim. Lleem mouex onpedensemcs: amnaumyooii 3apecucmpupo8aHHO20 GbI36aHHO20
MomopHoeo omeema: benviii — >1000 mk B, sceamuviii — 500— 1000 mk B, kpachuiii — 50—500 mx B, cepoiii — <50 mx B

Fig. 1. Examples of cortical representation of the abductor pollicis brevis muscle in a healthy volunteer: a — mapping was performed using a grid algorithm
with a cell area of 0.49 mm?; 6 — mapping without a grid. Cortical representation superimposed on an individual image of the brain in the Nexstim software.

The color of the points is determined by the motor evoked potential amplitude: white — >1000uV, yellow — 500— 1000 uV, red — 50—500 uV, grey — <50 uV’

B nocnenaue 10—15 et mmpokoe pacripocTpaHeHNe
TOJTy4YatoT HelipOHABUTALIMOHHbBIE cucTeMbl. [IpuMeHeHune
HepPOHAaBUTALIMOHHBIX CUCTEM aCCOLIUMPOBAHO C YMEHb-
IIeHneM BapuadesrbHocTH aMIuuTyasl BMO u Beex mapa-
METPOB KapThl, KOTOPBIE 3aBUCST OT aMIutuTyasl BMO [24].
B 12 onyGiMKOBaHHBIX UCCIENOBAHUSIX C IPUMEHEHUEM
Hetiponapurauu [CC OB BBIIIE, 9eM B 5 MCCIICIOBAHM -
sIX 0e3 HelipoHaBUTAIMOHHBIX cucteM [12]. Kpome Toro,
HEMPOHABUTAIIMOHHBIE CUCTEMBI TTO3BOJISIIOT CTUMYJTPO-
BaTh MMOBTOPHO a0COTIOTHO OAMHAKOBBIE 30HBI, UTO UMEET
3HA4YeHUe IJISI TTPOJOJIbHBIX uccienoBaHuii. OCHOBHBIM
HEJO0CTATKOM HABUTALIMOHHBIX CUCTEM, 3aTPYIHSIONIAM
OoJiee aKTUBHOE BHEIPEHUE B MCCIIEAOBATEIbCKYIO Tpa-
KTUKY, SIBJISIETCS] X BBICOKAsI CTOUMOCTb.

Crienytonieil CTyneHbIO0 TEXHOJIOTUYECKOTO PAa3BUTHS
CTaJIO TIOSIBJIEHUE CUCTEM POOOTU3UPOBAHHOTO MTO3ULINO-
HUPOBAHUST KATYIIKU JJISI CTUMYJISIIIAN, TTO3BOJISTIONINX
HUCKJIIOYUTH OLIMOKM OIepaTopa U TAKUM 00pa3oM yBeJIn-
YUTHh TOYHOCTH IIPEIBSIBICHUS CTUMYJIOB (pHC. 2).

B psime uiccnenoBaHuii MpOAEeMOHCTPUPOBAHBI TIPE-
UMYIIeCTBa POOOTU3UPOBAHHBIX CUCTEM MO3UIIMOHUPO-
BaHUSI BO BPEMEHU, 3aTpaunBaeMOM Ha KapTHUpPOBaHUE,
a TaKKe TIepeHOCUMOCTH TTPOLIEAYPHI [25], YTO MOXKET OBITH
aKTyaJIbHO, HalpuMmep, y neTeii. B ennHcTBeHHOM HCCIie-
moBaHuM, Tae npoBommicsa pacuer ICC, mokasaHo,
YTO TIPU MCIOJb30BAHUM POOOTU3UPOBAHON CHUCTEMBI
TMO3UILIMOHVMPOBAHMS KATYIIIKH OIIEHKA TIIOIAIN KapT TUI0-
XO BOCIIPOM3BOIMMA, TOTNIAa KaK TUIOIA/lb, B3BEIIEHHAS
aMITTUTYION, M KOOPAWHATHI LIEHTPA TSKECTU, HATTPOTHUB,
HMMEIOT XOPOLIYIO BOCIIPOU3BOIUMOCTS [26].

Color Gradient

0 800

Puc. 2. [Ipumep Kopkogoeo npedcmagumenscmea, 3apecucmpupo8antozo
¢ NOMOWBIO POOOMUZUPOBAHHOU CUCIEMbl ROZULUOHUPOBAHUS KAMYUWKU
TMS-Cobot (Axillum Robotics) na cmumyasmope MagPro X100 + Mag-
Option (MagVenture). Kopkogbie npedcmagumenscmea HanodiceHsl Ha UHou-
sudyanvroe u300pasicenue 201081020 mosea 6 npoepamme TMS Navigator
(Localite). Ileemosas wkanra nokaswieaem 3a8UcCUMOCHb OM AMAAUMYObL
8bI36AHHO20 MOMOPHO20 OMEema (Oenblii COOMEemcmeyem Hy1e60My 3Ha4e-
Hutro, kpachotii — 800 mx B)

Fig. 2. An example of a cortical representation registered using the TMS-Cobot
robotic coil positioning system (Axillum Robotics) and MagPro X100 + Mag-
Option stimulation device (MagVenture). Cortical representations are
superimposed on an individual brain image in the TMS Navigator software
(Localite). The color scale shows the dependence on the motor evoked
potential amplitude (white corresponds to zero value, red — 800 uV)
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PacnipocTpaHeHre HelipOHABUTAIIMOHHBIX CUCTEM,
a TaKke IIPUMEHEHNE aTalTUBHBIX HECETOYHBIX aJITOPUT-
MOB KapTHPOBaHUsI CTABUT 3aady aBTOMAaTU3NPOBAHHOM
OLICHKM OCHOBHBIX ITapaMeTPOB KapT, UX BU3yaaU3alU
U cortocTaBiieHus. B mociaemame rompl pa3paboTaHBI He-
CKOJIBKO ITAKETOB ITPOrPaMMHOTO 00eCTICUCHMST, TT03BOJISI-
JOIINX pelraTh 3TH 3agadn [27, 28].

IIpu npoBeaeHUN KapTUPOBAHUS BaKHO KOHTPO-
JINPOBATh COCTOSTHUE MCCIIeayeMoit MBIIIIIEL. Yarie Bcero
KapTUPOBaHKE NPOBOISAT, KOIIA MBILLLIA HAXOAUTCS B COCTO-
STHUY TTOKOS1. [TpenMyIiiecTBOM KapTUPOBAHMS B «aKTUBHOM»
COCTOSTHHM SIBJISICTCSI BO3MOXKHOCTb MICTIOIB30BAHMS CTUMY -
JIOB H3KOM MHTEHCUBHOCTH, YTO aKTyaJIbHO TIPH KapTHUPO-
BaHMH MBIIIII HOT Y 3MO0POBBIX JIUII WJIH TIPY KAPTUPOBAHUI
y HAIIeHTOB C BEICOKMM MOTOPHBIM rioporoM. Cpemy Helo-
CTaTKOB «aKTMBHOTO» ITOXO0/IA CIICAYeT YIUTHIBATh HEOOXO0-
JIIMMOCTb KOHTPOJISI Y CTAaHAAPTU3ALIMY CTETIEHN aKTUBALMKA
Pa3HBIX MBIIII KaK Y OMHOTO, TaK M Y Pa3HBIX CyOBEKTOB.
ITokazaHo, YTO TIpU UCHOJB30BAHUM OOWHAKOBOM MHTEH-
CHUBHOCTH CTUMYJISILINK KapThI, IIOJTYYEHHBIC B «aKTHBHOM»
COCTOSIHHMY, MIMEIOT GOJTBILYIO ILIOIIAIb 1 B3BEILIEHHYIO ILI0-
ATk TI0 CPABHEHUIO C KAPTAMM, TIOTyYeHHBIMU B COCTOSTHUA
mokost. [1py 3ToM BOCITPOM3BOIMMOCTB TUIOIIAIN, B3BEIIICH-
HOU aMIUTATYIOM, BBIIIE IIPY KAPTUPOBAHUH B «aKTHUBHOM»
COCTOSTHMH TI0 CpaBHEHMIO C TIOKOEM, TOTIa KaK BOCITPOM3-
BOIMMOCTb IUTOIIAIY KApT P UCTIONIE30BaHMH 2 OIMCAHHBIX
TOIXOIOB comocraBmMa [29].

E1me omHMM mTomxonoM SIBJIsIeTCs] KapTUPOBAaHUE C TIPH-
MEHEHHEM CTUMYJISIIINU MapHBIMU CTUMYJIaMH, TIPA KO-
TopoM 1t oydeHnst BMO TpebyeTcst CTUMYI MEHBIIIEH
cwtel [24]. [Toka3aHO, YTO KapTUPOBaHNE TAPHBIMM CTH-
MyJIaMH Y TTAIIUEHTOB C OITYyXOJISIMU TOJIOBHOTO MO3Ta I0-
3BOJISIET MOJYIUTh mocToBepHbie BMO B Tex ciygasx,
KOT/Ia IIPpH KapTUPOBAHNN OTMHOYHBIMU cTUMYIamMu BMO
He perucTpupoBanuch [30].

B abconoTHOM OONBIIMHCTBE MCCAEA0BAaHUIA TTPOBO-
JIATCST KApTUPOBAHME MBIIIII KUCTH, IJIsT KOTOPBIX ITOKa3aHa
HamOoJIee BbICOKast BOCITPOM3BOINMOCTH [12]. TIpotrBope-
YUBBIC TAHHBIC ITOJYICHBI O BO3MOXHOCTHA KapTHPOBAHUS
1 OLICHKM TTapaMeTpOB KapT MBI HOL. C OIHOI CTOPOHEI,
B IOCTaTOYHO OOJIBIIIOM YMCJIC MCCICIOBAHUIA TIPOBOIM-
JIOCh KapTUPOBAaHME PAa3HBIX MBIIIIII (Yallle BCETO IepeIHei
00J1b111EOEPLIOBOI MBIIIILIBI, Y€ThIPEXTJIABOM MBILIILIBI Oe/I-
pa, MBIIIIIBL, TIPUBOISIICH OOIBIIION TTaIeI] CTOITBI), C IPY-
IOl — B psIe MCCACIOBAaHWI MOKa3aHa HU3Kasi BOCIIPO-
W3BOAMMOCTD Pa3MTUIHBIX IapameTpoB KapT [31]. Ilpu
KapTUPOBAHNH MUMUYECKON MYCKYIATypHhl Y JOOPOBOJIb-
1IeB,/ITAIIMEHTOB BO3HUKAET ITpobjieMa, CBSI3aHHAS CO CTH -
MYyJISILMEl CTBOJIA JIMIIEBOTO HEpBa U MOSIBIICHUEM «Mar-
HUTHOTO M-OTBETa», MMEIOLIEr0 GOJIBLIYIO AMITIUTYILY
W MEHBIIYIO JJATEHTHOCTH 110 cpaBHeHUIO ¢ TMC-nHmy-
mupoBaHHEIM BMO, uTo 3aTpynHseT ero BelgeaeHue [14].
Takum oOpa3zoM, BbIOOP MBIIIIL JOJKEH OBITH B IIEPBYIO
odepenb 00YCITOBICH KIMHUICCKUMM WU 3KCIIEPUMEH-
TaJbHBIMM 3aIa9aMU, OMHAKO HEOOXOIUMO TAKKE YIUTHI-
BaTh BBIIIIEYKa3aHHBIE OCOOCHHOCTH.

Borpockl BEIOOpa ONTUMAaIBLHOIO MHTEPBajIa MEXIY
2 ToceIoBaTeIbHBIMU CTUMYJIAMHU, a TAKXKEe OOIIIETO YKCIIa
CTUMYJIOB, HEOOXOIMMOTO JIJIST IIPOBEICHNS KApTUPOBAHUSI,
OCTAIOTCSI Ha CETOMHAIIHMI AeHb HepelIleHHbIMU. boiee
IUTMHHBIN MHTEPBAJI MEXIY CTUMYJIaMU 1 OOJIbIIee YUCITIO
CTUMYJIOB TOBBIIIAIOT TOYHOCTh KAPTUPOBAHUSI, HO 1 yBE-
JIMYUBAIOT [UTUTEIBHOCTD CECCHH, UYTO IMPUBOINT K Pa3BU-
THIO YTOMJICHMSI, MU3MEHEHHMIO KOPKOBOI BO30YIMMOCTHU
¥ YXYOIICHWIO TIEPEeHOCHMMOCTH IIporenyphbl. CorracHO
MeTaaHaJIN3y, HAUMEHBIIIee YMCI0 CTUMYJIOB B OTIETbHOM
TOYKE IS TTOJyYeHUST HU3KOBAapHaOCeTbHBIX 3HAYCHUI
amriutyasl BMO B nipenenax ceccun coctaBisieT 5 [32].
J1oCcTOBEpHBIX OTJIMYMIA TP McToIb3oBaHmu 5, 10 v 15 ctu-
MYJIOB He TToKa3zaHo. [Ipu 3ToMm, 110 JaHHBIM IPYTOTO MC-
caenoBaHus, KoapPUIIMEHT Bapuaunn aMrmmTtyasl BMO
cocrapisiet 0,61 (moBeputenbHblii nHTepBan 0,29—0,87).
DTO 03HAYaeT, 4To npu npeabsasiaeHnn 20 um 30 cTuMyIoB
CcpemHee aMIUTMTYIBI IO BRIOOPKE OYIET ¢ BEPOSATHOCTBIO
95 % oTnMYaThCsl OT ee MAaTEMATHYECKOTO OXUIAHUS He
6osblie yeM Ha 26,7 u 21,8 % cootBercTBeHHO [33]. Ecnu
TOBOPUTH O BApUAOEIbHOCTUA MEXITY CECCUSIMU, TO B METa-
aHaJI3¢ MPOAEMOHCTPUPOBAHO, YTO BOCIIPOM3BOIUMOCTD
aMIUIATYI HapacTaeT ¢ YBEJIWUYCHHUEM YHCIIa CTUMYJIOB.
MuHMMaIbHOE YMCI0 CTUMYJIOB B 9TOM cliydae paBHO 10
[32]. IIponeMOHCTpHpOBaHa UACHTUIHAS 3aBUCHUMOCTD
BOCITPOM3BOIMMOCTH TUIOIIAIN, B3BEIICHHON TIOIIAIN
¥ JIOKAJIM3aIINK IIEHTPa MacC OT KOJMYSCTBA HAHECEHHBIX
CTUMYJIOB TIPU MCITOJIb30BAHUU «CETOUHOTO» aJITOPUTMa
[22]. [Tpu Mcnonb30BaHUM aJITOPUTMA KapTUPOBAaHUS Oe3
«CETKI» TOYHOCTh ITApaMEeTPOB KapThl TAKXKE YBEITNIMBA-
eTCS TIPH YBEIMICHUH YKCJIa CTUMYJIOB, YTO ITO3BOJIMIIO
TIPEUIOKUTD IIPOTOKOJIBI ¢ UCITOIb30BaHeM >100 cTumy-
J10B [34]. Heobxomumoe 91cio CTUMYJIOB CIIEYET OTpee-
JISITh MCXONSI M3 3aJa4d MCCIICIOBAHUS M OXUIaeMOTO
addekra. [TepcrmeKTUBHBIM ITOIXOIOM B KOHTEKCTE OTIpe-
IeJeHNST KaK OOIIero 4mcia CTUMYJIOB, TaK W 30HBI CTHU-
MYJISIIIAU SIBJISIETCST ICTIOJIB30BaHME adallTUBHBIX aJITOPUT-
MOB, CIIOCOOHBIX IPeACKAa3bIBaTh OHJIAMH BEPOSITHOCTD
nHIyKnu BMO 1 Ha OCHOBE 3TOTO aHaJIM3a IIPOI0JIKATh
VIV OCTAHABJIMBATh CTUMYJISLIMIO [35].

Br160p onTHMaNbHOTO MEXCTUMYJIBHOTO MHTEpBaIa
TaKKe SIBJISIETCSI HepeIICHHBIM BOIIPOCOM: Yallle BCETO
WCITIONIB3YeTCS MHTEPBaI 3—5 ¢, OMHAKO B PsIE TTIOCTETHIX
WCCIICAOBAaHWIA Ha 300POBBIX TOOPOBOJBIIAX TTOKA3aHA XO-
poliast BOCIIPON3BOIMMOCTD JIOKAIN3aIlN IIEHTPA TSLKECTH,
TUIOLIAAM U B3BEIIEHHOM IUIOIAAN TPU MEXCTUMYJIbHBIX
WHTEPBAJIaX [UINTETLHOCTHIO 2 U 1axe | ¢, 4To MOo3BOsIsIeT
3HAYUTETHFHO COKPATUTD BPeMsI CECCHH 1 TIPS BSIBIISITH OOJTb-
11Ie CTUMYJIOB 3a JAaHHBIN ITPOMEXYTOK BpeMenu [17, 21].

TMC-kapTupoBaHue npu 6onesHax

HepPBHOMN CUCTEMBI

Onyxomm. OnHOI U3 HanboJjee pacIpoOCTpaHESHHBIX
obnacreit mpuMeHeHnst TMC-kapTupoBaHUS B KJIIMHUKE
SBIISIETCS HeMpoXupyprudeckas IpakTuka. [Ipemorme-
pallMOHHOE KapTHUPOBaHUE IPOBOMUTCS y MAIlMCHTOB
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C OITyXOJISIMU FOJIOBHOTO MO3ra, JIOKAJIM30BaHHBIMU B (DYHK-
LIMOHATIBHO 3HAYUMBIX 30HaX [36]. [Toka3aHo, 4TO AUCTAH-
LIMSI MEXIY «TOPSIYMMU TOYKAMW», OTIPEAEISIEMbIMU MPU
npoBeaeHnr TMC 1 MHTpaonepallnoOHHOM TIPSIMOI 3JIeK-
TPUYECKON CTUMYJISILIMM, HUXKE, YEM MPU COMOCTABICHUN
(GYHKIIMOHAJIBHO MAarHUTHO-PE30HAHCHOM TOMOTpadu
W TIPSIMOIA BIIeKTprdecKoi ctumMysssimu [37]. Apyrum Bax-
HbIM TIpeuMytecTBoM TMC SBJIsIeTCS BO3MOXKHOCTB ITPO-
BEIEHMSI UCCIIEOBAHMS Y TTALIMEHTOB C IPYOBIM Mape3om
WJIM CHUXXEHMEM YPOBHSI 0OIPCTBOBAHMSI.

TMC-kapTupoBaHNe YBEIMUYMBACT JOJIO TOTATBHBIX
pEe3EKIIMii U BBKMBAEMOCTD 0€3 ITPOrpecCUpoOBaHUs OMy-
XOJIEBOT'O Mpoliecca, a TAKXKe CHUXKAET YaCTOTY HapacTaHMsI
MOC/eoNnepaliMOHHbBIX IBUTATEIbHbBIX PACCTPOMCTB MO CpaB-
HEHMIO ¢ KOHTposieM [38, 39].

B 2017 r. 6611 IpeacTaBiIeH COTTIaCUTETbHBINA TTPOTOKOJT
11st mpoBeneHnst TMC-kapTupoBaHUS y TTAIIMEHTOB U 310-
poBbIX Jull [10]. BeIOOp MBI, ¢ KOTOPHIX OYIET perv-
ctpupoBatbess BMO, moyoKeH OIpeeIsIThCs JIOKATN3allein
oIyxoJjeBoro odpa3oBaHusi. [1pu aToM HanbosIee TOUHbIE
JIAaHHbIE MOTYT ObITh MOJY4YE€HbI IPU KAPTUPOBAHUY KUCTH,
B YaCTHOCTU PEKOMEHAYETCS MCMOJIb30BAHWE MBILILIBI,
OTBOZSIILIEH OOMBIIONM Najell, ¥ MEPBOM MEKKOCTHOM MBbIIII-
el (FDI). JIy1st HUSKHIX KOHEYHOCTEH TIpejiaraeTcs Kap-
TUPOBATb MEPEIHIOI0 OOJIbILIEOEPLIOBYIO MBIIIIILY, MbILLILIbI,
OTBOJSIME OOJbIION Tael] CTOIbI, WX MOAOIIBEHHbBII
crudaresib NajiblieB, IS JIULA — TOA00POAOYHYIO U KpPYy-
TOBYIO MbIIILY pTa. s KapTUPOBAHUS MBIIIL KUCTHU
PEKOMEHIYeTCSl CTUMYJI MHTEeHCUBHOCTBIO 105 % oT Mo-
TOpHOTO TIopora nokos (onpeaeneHHoro st FDI), Torna
Kak JIJIs1 HOTU CJIeAyeT HauMHATh ¢ MHTeHcuBHOCTH 110 %
OoT MoTopHoro nopora nokos st FDI 1 npu Heobxonu-
MOCTH YBEJIMYMBATh 3Ty MHTEHCUBHOCTD ¢ mmarom 10 %.

ITpumepsl nipenonepanronHoro TMC-kapTupoBaHUsS
MOTOPHOI KOPBI IIPEICTABICHBI Ha pUC. 3.

KoopauHaThl TOYeK, IPU CTUMYJISIIUN KOTOPBIX Pe-
THCTPUPOBAIUCH focTOBepHBEIe BMO, MOTYT OBITH UCITONh-
30BaHBI B KaYeCTBE 00JIACTU MHTEpeca IPU MOCTPOCHU N
X0/1a KOPTUKOCTIMHAJILHOTO TpaKTa. B psime ncciiemoBaHmiz
MIPOIEMOHCTPUPOBAHO IIPEUMYIIIECTBO COYCTAHHOTO TIPH-
MeHeHus pe3ynsratoB TMC-kaptupoBanus 1 nuhy3n-
oHHO-TeH30pHO MPT 1o cpaBHeHUIO ¢ TPpUMEHEHUEM
KaxXI0T0 METOIa B OTACIHbHOCTH. B 9aCTHOCTH, MCITOJB-
30BaHME TAKOTO aJITOPUTMA ITO3BOJISIET YMEHBIINTE 00b-
€M BU3yaJIU3UPyeMOTO KOPTUKOCHHWHAIBHOTO TpaKTa
3a cUeT MCKITIOUEeHUs abeppaHTHBIX BOJIOKOH [39]. BaxHo,
YTO TaKOE TTOBBIIICHIE TOYHOCTH aCCOLIMMPOBAHO U C YIyd-
IIeHUEM TOCIeOTePAIIMOHHBIX KIIMHUYECKIUX MCXOI0B
[38]. OnHako B McciaegoBaHUM, TIe CPaBHUBAIUCH Je-
TePMUHUPOBAHHBIN 1 BEPOSITHOCTHBIN aJITOPUTMBI TPaK-
Torpadmy ¢ TaHHBIMK KapTUPOBAHUS TIPU IIPSIMOM 3JIEKT-
pPUYECKON CTUMYISIUUKA U PpyHKUMoHanbHOT MPT, He
MIPOJIEeMOHCTPUPOBAHO OYEBUIHOTO IIPEBOCXOICTBA Ka-
Koro-imbo u3 nogxonos [41]. Takum o6pa3om, K HACTO-
SIIeMy BpeMeHHU BOIIPOC 1IeJIeCO00Pa3HOCTH UCITOIb30-
BaHWSI KOOPAWHAT TOUYEK, IIOJIYICHHBIX ITPY IIPOBEACHUN
TMC-kapTupoBaHUS, IISI IIOCTPOSHUSI TPAKTOB OCTa-
eTCSI HEPEIIEHHBIM M TpeOyeT IMPOBeIeHUS TOMOTHU-
TEJIbHBIX MCCICAOBAHNN 1/ MIN pa3pabOTKN HOBBIX al-
TOPUTMOB.

Hns crpatuduKavy prckKa HapacTaHMS ITOCIIeOIe-
PalIMOHHOTO AeUIINTA MOXHO MCIIOIb30BaTh COITOCTAB-
JICHHE MOTOPHBIX ITOPOTOB 2 MOJYIIAPHiA, a TAKXKE pacdeT
rokazatenst LTD (lesion-to-tract distance — paccTostHue
OT TTOBPEXKICHUS IO TPAKTa), OIPEIEIIeMOTO IIOCIe 0~
cTpoeHUd TpakKToB Ha ocHoBe TMC-kaptupoBanus [42].

Puc. 3. lIpumeps: npedonepayuornoeo Kapmuposanus: a — 006emMHoe H08000PA308aKUe 06aeKaem 08ueamenbHbvle 30Hbl; 6 — 006eMHOe H08000PA308aAHUe
He 3ampazueaem dgueamenvHvle 30Hbl. Kopkosbie npedcmagumenscmea HAA0NCEHb! HA UHOUBUAYANbHOE U300padiceHue 20108H020 M032a 6 npoepamme Nexstim.
1lgem mouek onpedensemcs moluyell: caramogolii — KOPOMKAs MbluYa, 0meoosaujas 60160l natey KUcmu, 201y00i — 08yenagas mvluya nie4a; guone-
moeblii — nepedHsas 60abuedepy08as Molulla

Fig. 3. Examples of presurgical motor mapping: a — the tumor involves the motor areas, 6 — the tumor does not affect the motor areas. Cortical representation
superimposed on an individual image of the brain in the Nexstim sofiware. The color of the points is determined by the muscle: light green — the abductor pollicis
brevis muscle, blue — the biceps brachii muscle, purple — the tibialis anterior muscle
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Haxkonen, TMC-kapTupoBaHuie MOXKET OBITh UCITOJTb-
30BaHO JUISI OLICHKW (DYHKIMOHAJIBHOM IJIACTUIHOCTH,
aCCOIIMUPOBAHHOM ¢ HAJIMIMEM M POCTOM OITyXoiu [43].
Hampumep, onrcaHbl HEKOTOPbIE 3aKOHOMEPHOCTH pac-
MIPOCTPaHEeHMS KapT B 3aBUCUMOCTH OT JIOKAJIM3AIUHU OITy-
XOJIA, TIpU 3TOM (DYHKIIMOHATBHBIN MCXOI OT MaTTepHA
pacmpocTpaHeHUs He 3aBucen [43].

CornacHO TaHHBIM KPYITHOTO MCCJICIOBAHUSI, BKITIO-
yaBmiero 6onee 700 mamuenTo, TMC-kapTupoBaHue
o0JragaeT XOpoIIM MpoduiieM 6¢30IMaCHOCTH U IIEPEeHO-
CHMOCTH: HECMOTpSI Ha TO, YTO ITOYTH ITOJIOBMHA ITallieH-
TOB UMEJIN CHUMIITOMAaTUYECKYIO SMUJICTICHIO, He OBLIO
3aperucTpupoBaHo HA omHOTOo TMC-MHIYIIMPOBAaHHOTO
SMWIENITUYECKOTO MPUCTYIA, 5 % NaluMeHTOB OTMeYaIn
auckoMdopt, u Jumb 0,4 % ManueHTOB XaJlOBaJIWCh
Ha 00JIe3HEHHOCTH [44].

HMucynsr. OgHUM U3 MTePCIEKTUBHBIX HampaBIeHUA
npuMeHeHUs TM C-KapTUpOBaHMS SIBJISIETCS OLICHKA pe-
OpraHu3allMi KOPKOBBIX MOTOPHBIX 30H B IMMOPaKEHHOM
1 HETTOPaXXeHHOM MOJTYIIAPHSX Y IMTAIMEHTOB C MHCYJIBTOM
[11, 45]. UccriemoBaHus B 3TOit 001acTh KpaiiHe TeTepo-
TeHHBI KaK 110 METOIOJIOTUH, TaK U IO XapaKTepUCTU-
KaM BKJIIOUCHHBIX TanreHToB. [1o JaHHBIM MeTaaHaIn3a
20 mccaenoBaHMil, B OOJBIIMHCTBE CIIy9aeB BBHISIBIISICTCS
YMEHbIIIEHNE TIIOIAIN KOPKOBBIX ITPEICTABUTEIILCTB B IT0O-
pPaxXeHHOM IIOJIYIIApUK, IIpUIeM OoJjice BBIPAKEHHOE
Ha paHHUX CPOKaXx IOCJIe MHCYJIbTA U TIpu 00Jiee TpyooM
MMOpaxkeHNU KOPTUKOCITMHAIBHOTO TpakTa. B ocTpom 1me-
puroe MoKa3aHO YMEHBIIICHNE TIIOIIAaa KOPKOBBIX IIpe-
CTaBUTEJILCTB MBIIII M B HETIOPaxkeHHOM IIOJTyIIapUH,
OIIHAKO HE CTOJIb BRIPAXKEHHOE IT0 CPaBHEHUIO C ITOPaKeH-
HBIM TToTyInapuieM. [1pu 3ToM 60oJ1ee TSoKeIbIe TBUTATEIb-
HBIC HAapYIIIEHUsI aCCOLMIPOBAHBI C OOJIBIIICH aCHMMETpUEH
pa3MepoB KOPKOBBIX MpeAacTaBuTenbCTB [11]. ITnomans kop-
KOBBIX TIPEICTaBUTEIIBCTB MBI KUCTA B TTOPaKCHHOM
TTOJTYIIAPUH KOPPETMPYET C TSLKECThIO IBUTATEIBHBIX HApy-
meHniA. BoccraHoBIeHMe TBUTATETHHOM (DYHKITNM ACCOLIM-
HMPOBAHO C YBEJIMYCHHEM IUIOMIANA KOPKOBBIX IIPEICTABH-
TEJIBCTB B TOpakeHHOM IIOJymapuu. B psime ciaydaes
y MALIMEHTOB C JICTKMX ITape30M ILTOIIaIN KOPKOBBIX TIPEI-
CTaBUTEJILCTB MBIIIIIT B TTOPAaXKEHHOM TTOJTYIIIApUH MOTYT Ja-
K€ MPEeBBIIIATh TAKOBbIE TIOIIAAN Y 300POBbIX Jinil [11].

PesynbraTel ucclienoBanuii ¢ mpuMeHeHnneM TMC-
KapTUPOBAHUS B 11€JIOM COOTBETCTBYIOT IIPEACTABICHUSIM
0 IIOCTUHCYJIBTHOM peopraHn3aluy IBUTATeIbHOM CUCTE-
MBI TIOCJIC MHCYJIBTa, KOTOpasl B HACTOSIIIee BpeMsl Haunbo-
JIee TIOJTHO OIMMcaHa OMMOIAIbHOM OaIaHCOBOI MOIEITBIO
[46]. CortacHoii 3TOi MOJIe/IU, BOCCTAHOBJIEHUE ABUrATE b~
HOU (bYHKIIMH 3aBUCHT OT CTPYKTYPHOTO pe3epBa 1 MEXKITO-
JIyIIapHOTOo OajaHca: P BBICOKOM CTPYKTYPHOM pe3epBe
MaKCHMAaJIbHOE BOCCTAHOBJICHIE HAOTIOOACTCS IIPH OITTH-
MaJIbBHOM MEXXITOJIyIIIapHOM OajlaHCe; IIpU HU3KOM pe3ep-
Be, HAIIPOTUB, OTPAaHNYCHHOE BOCCTAHOBIICHIE BO3MOXHO
MPY CMEIIEHNN MEXIToTyIapHoro 6ananca [47].

B cooTBeTcTBUM ¢ JaHHOI MOAEIBIO TIPY ITPOBEICHNN
TMC-kapTupoBaHusl B AMHAMUKE (B TeUCHHE 8 Hem) I10-

Ka3aHO, YTO MapKepOM JIBUTATETbHOTO BOCCTAHOBJICHUS
SIBIISIETCSA M3MEHEHME TUIOIIANeil KOPKOBBIX IIPEICTaBH-
TEJbCTB B HEITOPAXKEHHOM ITOJIYIIAPUM: XOPOIIEeMY BOC-
CTaHOBJICHUIO COOTBETCTBYET YMEHBIICHUE TIIOMIANICH,
a TIoxoMy — ux yBenmdeHue [48]. UsmeHeHue miomaneit
KOPKOBBIX ITPEICTABUTEIBCTB MBIIII] B HEMOPAXKECHHOM
MOJIyIIApUH B TMHAMUKE, TAKMM 00pa3oM, MOXET OBITh
MePCIeKTUBHBIM MapKepOM KOCBEHHOM OLICHKH MEXITO-
JlylIapHbIX B3aumonaeicTBuil. [lepcnekTBHBIM HampaB-
neaneM mpuMeHeHnst TM C-kapTupoBaHUS IIPU MHCYJIBTE
SIBJIICTCST pa3pabOTKa IMOAXOM0B K peabMIUTaluu, CTpa-
THOULIMPOBAHHBIX B 3aBUCHMOCTH OT OCOOEHHOCTEH pe-
OpraHM3alM MOTOPHOM KOPBI M TSKECTH ITOPaKCHMUS
KOPTUKOCTTMHAIBHOTO TpakTa. Hampumep, olieHKa acum-
METPUU U IMHAMMKY TUIOLIAJAEN KOPKOBBIX MpEACTaBU-
TEJIbCTB HAPSAY C LEJIBIM PSIIOM APYTMX MAapKEPOB Iep-
CTIIeKTUBHA IJII BBIOOpA MPOTOKOJa purMuueckoitr TMC
(MHTMOMpPOBaHNE TTPOTUB aKTUBAIIUM MOTOPHBIX 30H He-
nopaxeHHoro mnojyiuapus) [11, 49].

Kpome n3ameHeHUS 1012 1e i KOPKOBBIX ITPEICTaBH -
TEJIBCTB, TP MHCYJIBTE TAKKE OIMCAHO M3MEHEHME 1X JIO-
KaJIM3alliy: B ITOPaXXeHHOM ITOJIyIIapuy KOPKOBEIC IIPeI-
CTaBUTEJILCTBA MOTYT CMEIAThCSI B CTOPOHY ITPEMOTOPHOM
WJIM TIEPBUYHOIM cOMaTOCeHCOPHOI KopkI [50]. 1151 HeKo-
TOPBIX M3 3TUX CMEIIECHWI TT0Ka3aHa acCOIIMAIINs ¢ BOC-
CTaHOBJICHHEM IBUTATCIBHBIX (DYHKIIMH, XOTSI UX (HyHK-
IIMOHAJIbHASI 3HAYMMOCTh OCTAeTCSI HE COBCEM SICHOM.

Cpenn orpanmdennii TMC-KapTrpoBaHUS TIPU WH-
CyJIBTE CIIeAyeT OTMETUTh HEBO3MOXHOCTD ITOCTPOCHMUS
KOPKOBBIX IIPEICTaBUTEIIBCTB 13-3a OTCyTCcTBIsI BMO y 11a-
IIUEHTOB C TPYOBIM IMOpPaXXeHHEM KOPTUKOCITMHAIBHBIX
TpakToB. B 3TOM acriekTe MMEHHO OIleHKa KOPKOBBIX ITPEI-
CTaBUTENIBCTB HEITOPAXKEHHOTO ITOIYIIapus MOXET OBITH
0oJree TIePCIIeKTUBHOM.

Boxkosoii amnoTpoduaeckmii ckiepos (BAC) u apyrue
00J1e3HM MOTOHEIipoHOB. HecMOTpst Ha MHTEHCUBHBIC HC-
clienoBaHus B obnactu pa3padbotkn TMC-MapKepoB T10-
paxkeHMsT BepxHero MoToHeiipoHa npu BAC, mo HacTo-
SITIIETO BpEMEHU TTPUMEHEHE 3TOT0 METOIA B KITMHUIECKOM
npakTtrke orpanmdeHo [51]. TMC-kaptuposanue ripu BAC
MPOBOAMIOCH B eIMHUYHBIX paboTax [52—58]. OCHOBHBIM
o0IIeTpU3HAHHBIM U3MEHEHUEM SIBIISICTCS] CHIDKCHHE Pa3-
MEpPOB KOPKOBBIX ITPEACTABUTEILCTB MBIIIIIBI KUCTH, KO-
TOPOE KOPPEIUPYET C CUJIOM MBILLLII Y TSIXKECTHIO TEYEHMST
6osre3Hn. BeposiTHO, yMEHBIIIEHNE pa3MepOB KOPKOBBIX
npeacTaBuTeaLCTB MbII ITpu BAC oTpaxaeT ruders Mo-
ToHelipoHoB. Kpome Toro, mokaszaHa odpaTHast KOppesi-
U TIOIIAIN KOPKOBBIX IPEACTaBUTEIHLCTB U MOTOPHOTO
nopora. B psane ciayyaeB mpu BAC BoisiBisieTcst peHOMEH
«MO3aMYHOCTH» KOPKOBBIX IIPEACTABUTEILCTB — YepeHo-
BaHMe 00JIaCTe, IPU CTUMYJISIIIUN KOTOPBIX PETUCTPUPY-
ercst BMO, ¢ yyacTkaMu, CTUMYJISIIIAST KOTOPBIX HE TIPH-
BOJUT K BOSHMKHOBeHMI0 BMO. JlaHHBI (heHOMEH MOXET
OTpakaTh HEPAaBHOMEPHOCTD pacpeaeieHs Helipomere-
HepaTUBHOTO npoiiecca. Cpeay Apyrux OMMCaHHBIX U3Me-
HEHMI CTOUT OTMETUTH BBISIBIICHHOE Y YaCTH NAIIMEHTOB
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3aMETHOTO CMEIIeHUS KOPKOBBIX IIPEACTABUTEILCTB B CTO-
POHY MIPEMOTOPHOI KOPHI WJIM KOPHI ITOCTIEHTPAIBHOM
W3BWIMHBI, YTO MOXET CBUICTEIILCTBOBATh O KOMIIEHCA-
TOPHOIA TTIepecTpoiike MOTOPHOI KOpHI [53, 54].

IIpu anamm3ze pesynsratoB TMC-KapTUpOBaHUS UH-
¢ opMaTUBHBIM OKa3aJICs TAaKOM MOKA3aTelb, KaK B3BCIIICH-
Hasl T10 aMIUTUATY/IE TUTOIIAab KOPKOBBIX IIPEICTABUTEIbCTB.
Jlannblii mokaszaresb npu BAC MokeT CHIKAThCs Taxe
IIPpY HOPMAJIPHOM TIJIOIIAIN KOPKOBEIX MIPEACTABUTEILCTB,
B TOM YHCJIC ¥ TAIMEHTOB ¢ KIIMHWIYECKA aCUMIITOMHBIM
nopaxkeHrueM BepXHeTro MOTOHelpoHa [54, 55]. B uenom
TMC-kapTupoBaHue MePCIEKTUBHO JUISI TUATHOCTUKM,
MOHMTOPHWHTA U TTporHo3upoBanms TeueHrst BAC, omHako
IIJIsl ITAPOKOTO BHEAPEHMS 3TOTO METOIAa HEOOXOTUMBI
JTOTIOJTHUTEIIFHBIC MCCIICTOBaHMS.

OrpaHu4yeHune n nepcneKkTBbI

IIpu ananuze pesynsratroB TMC-KapTupoBaHUS He-
00XOIMMO YINTHIBATh, YTO KOPKOBHIE MIPEICTABUTEILCTBA
Pa3HbBIX MBILIL B MOTOPHOI KOPE B 3HAYUTEJILHOM CTeTe-
HU TEPeKpPhIBAIOTCI MeXay co0oil. laHHbIN (peHOMEH,
0003HaYaeMblil KaK KOHBEPTreHLNs, ObUT HEOTHOKPATHO
MIPOAEMOHCTPUPOBAH B MCCICIOBAHUSX C TIPUMEHEHUEM
pa3IMYHBIX METOAOB [56]. KpoMme Toro, rmokasaHo, 4to Heii-
POHBI, 00ECIICYNBAOIINE N30JIMPOBAaHHBIC IBMXKCHUS,
00BbeIMHEHBI B MUKPOKOJIOHKH, a T€, B CBOIO OYepeb,
BXOJIAT B COCTaB 00JIee KPYITHBIX JOMEHOB, YIACTBYIOIITIX
B peajiM3alii KOMIUIEKCHBIX KOOPAMHUPOBAHHbBIX IBU-
JKEHUI, TAKMX KaK 3aXBaT 00BEKTa WJIM JOCTUKCHHE y/Ia-
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BocnanutenbHble 3a60/1€BaHMA KMLLIEYHUKA,
conpoBoXatoumeca aHemuen, Kak aKkTop pucka
pa3BUTUA CUHAPOMA 6ecnoKoNHbIX Hor. 0630p
nuTepartypbl
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Cunppom GecnokoiiHbix Hor (CBH) — 3To HeBponornyeckoe ceHcoMoTopHOe 3abo/1eBaHue, XapaKTepu3ytoLieecs Henpu-
ATHBIMU OLYLIEHUAMM B HUKHUX KOHEYHOCTAX, KOTOPblE BO3HUKAIOT NPEUMYLLECTBEHHO B NOKOE, B BEYEPHEE U HOYHOE
BpEMs CYTOK U obneryaoTcs npu ABuxeHuu. BaxkHyio ponb B natoreHese CbH urpaert feduunt xenesa B LeHTpanbHol
HepBHoOW cucTeme. EcTb faHHbIe 0 TOM, YTO (hakTopoM pucka pa3suTus CBH Takxe aBnaeTca xpoHuyeckoe BocnaneHue.
AHemus — caMoe 4acToe 0CNOXKHEHUE U BHEKULIEYHOE NPOSBNEHUE BOCNANUTENbHBIX 3a60N1eBaHNii KMLWEYHUKA, NOITOMY
Bonpoc pacnpoctpaHeHHocty CBH y gaHHOI rpynnbl nauneHToB NpeAcTaBAseT 0cobblit MHTepec. Mpu 3TOM HapyLleHus
CHa y NAaLWEHTOB C BOCNANUTENbHbIMU 3300N1€BAHUAMM KUILEYHWUKA BAUAIOT HAa TEYEHUE OCHOBHOTO 3a60NeBaHNA U MOTYyT
ABNATLCA [OKNMHUYECKMMU MapKepaMu obocTperus. Heobxogmmo noMHuTs 0 CBH Kak 0 BO3MOXHOM NpUYMHE HapyLIeHUs
CHa W CHUXXEHUA KauyecTBa XKU3HW Y JAHHOI rpynmnbl NaLUeHTOB.

KnioueBble cnoBa: CUHLAPOM 6eCcnoKOMHbIX HOT, BOCNanuUTe/bHble 3a00/1eBaHNA KUILEYHUKA, )KEJ'IEBO,U,ECDVILLVIT, aHemMua
XPOHUYECKOro socnaneHunsa

ILna uutupoBanmsa: 3axaposa C.A., KanuHkud A.J1. BocnanutenbHble 3a60/€BaHUs KUWEYHWUKA, CONPOBOXAAWMECS
aHeMueil, KaK (hakTop pucKa pasBuTUA cMHApOMA BecnoKoiHbIX Hor. 0630p AnuTepatypsl. HepBHO-MblleYHblE 6oNe3HM
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Anemia in patients with inflammatory bowel disease as a risk factor for restless legs syndrome.
Literature review

S.A. Zakharova, A. L. Kalinkin
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119192 Moscow, Russia
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Restless legs syndrome (RLS) is a neurological, sensorimotor disorder. It is characterized by the uncomfortable and
unpleasant sensations in the legs which begin or worsen during periods of rest, primarily in the evening or night, and
are relieved by movement. Central iron deficiency plays a vital role in the pathogenesis of RLS. There is evidence that
chronic inflammation is an additional risk factor for RLS. Anemia is the most common complication and extraintestinal
manifestation of inflammatory bowel disease, therefore the prevalence of RLS in these patients is a problem of great inter-
est. In addition, inflammatory bowel disease patients’ sleep disturbances directly influence the disease’s clinical course
and can be the preclinical marker of exacerbation. It is essential for clinicians to be aware of RLS as a possible reason for
sleep disturbance and as a factor that negatively affects the quality of life in inflammatory bowel disease patients.

Keywords: restless legs syndrome, inflammatory bowel disease, iron deficiency, anemia of chronic disease

For citation: Zakharova S.A., Kalinkin A.L. Anemia in patients with inflammatory bowel disease as a risk factor for rest-
less legs syndrome. Literature review. Nervno-myshechnye bolezni = Neuromuscular Diseases 2022;12(4):20-28. (In Russ.).
DOI: 10.17650/2222-8721-2022-12-4-20-8


https://creativecommons.org/licenses/by/4.0/
https://creativecommons.org/licenses/by/4.0/

Hexuyuu u 0630pwt | Lectures and reviews

HepBHo-Mblweunbie 5O JIE3HH

06wan xapaKTepuCcTUKa CMHApPOMa

6ecnoKoWHbIX HOT

CornacHo MexXmyHapomHOU Kilaccu(pUKauyu Hapy-
meHui cHa 3-to nepecmotpa (International Classification
of Sleep Disorders (ICSD-3), 2014), cuaapoM 6ecTioKoii-
HeIx Hor (CBH), mim 6o1e38p Yiumca—B9K0oMa, BXOIUT
B IpyINy HapylleHui nBUxXeHui Bo cHe [1]. BriepBhie
CUHIPOM BBIZeJIeH aHTINHCKUM TepareBToM T. Willis
B 1672 1., KOTOpBI THcaT: «Y HEKOTOPBIX JIIOIEH, cpasy
ITOCJIe TOTO, KaK OHU COOMPAIOTCS CTIATh M JIOXKATCS B T10-
CTeJIb, BOZHUKACT IIeBeJICHNE CYXOXMIINIA, pyK U HOT, CO-
IIPOBOXIAaeMO€e KOJIMKAMU M TaKUM OECIIOKONCTBOM,
YTO OOJIBHOI HE MOXKET CITaTh, KakK OyATO OB OH HAXOINT-
cs moJ1 MBITKOM» [2, 3]. JIBa BeKa CITyCTsI BKJIaJl B pa3BUTHE
MIpeACTaBIeHMI 0 3a001eBaHUY BHEC HEMEIIKIIT HEBPOJIOT
T. Wittmaack, KOTopbIii aJl CHHAPOMY JIATUHCKOE Ha3BaHWE
anxietas tibiarum, T.e. OyKBaJIbHO «0€CITOKOICTBO HOI» [4, 5].
OH TaKKe yKa3aj Ha 4acToe codeTaHMne O0JIe3HU C TPEBOXK-
HBIMH 1 JCTIPECCUBHBIMUA CUMITTOMAaMU U TIPEIJIOXII pac-
cMaTrpuBarh ee Kak opmy HeBpactennu [6]. TepmuH «cuH-
IIPOM OECITOKOMHBIX HOT» OBLI BBEICH B MPAKTUKY JIMIIH
B 1945 1. mmBenckuM HeBposiorom K.-A. Ekbom, KoTopsrii
CYMMUPOBAJT YK€ NMEIONTYIOCS MH(MOPMAIIVIO 1 CIIEIIAI TTOMI-
POOHEII 1 TIOJTHBII TOKJIaI O JAaHHOM COCTOSTHMH Ha OCHO-
BaHUM HaOmoneHunit 3a 34 manuenrtamu [5, 7]. K.-A. Ekbom
BBIZICJIJI OCHOBHBIE KPUTSPHH AUATHOCTUKY: «OIIyIIeHNS
BO3HMKAIOT Y TTAIIMEHTA UCKITIOUYUTEILHO BO BPEMST OTIbI-
Xa, Yallle BCEro BeYepOM M B Hayajie HOUM, W BBI3BIBAIOT
HEIIPeomoIMMOoe XeJlaHue IBUTaTh Horamu. bosee Toro,
OIIYIICHUS TTAIlMEHT YyBCTBYET HEe HA KOXE, HO TITyOOKO
B HIDKHUX KOHEYHOCTSIX» [8].

Texymee ompenenenue CBH Mano otnuuaercs
ot copmynupoBaHHoro K.-A. Ekbom. CBH — ato HeBpo-
JIOTHYECKOE CEHCOMOTOPHOE 3a00ieBaHMe. [IJ1sT TOCTaHOB-
KM OVaTHO3a HEeOOXOIWMO BBHIITOJHEHUE 5 KPUTEPUEB,
KOTOpBIE XapaKTepH3yIOT JaHHOE COCTOsTHUE [8]:

1. UmmiepaTBHAS TTIOTPEOHOCTD COBEPIIATH ABVKCHUS
HOramMu, OOBITYHO, HO HE BCETIa COITPOBOKIaeMast TN
BBI3bIBacMast HEIPUSTHBIMU OIMYIIICHUSIMU B HOTaX.

2. UmriepatuBHAS TTOTPEOHOCTD COBEPINATh ABIDKCHUS
HOTaMU ¥ COTIPOBOKIAIOIINE €€ HEITPUSITHBIC OIIYIIIe-
HHS B HOTaX HAYMHAIOTCS WJIM YXYAIIAIOTCS B TIOKOE,
HaIlpyMep B TTOJOXECHUH JIeXa WA CHIs.

3. NmmepaTrBHASI TTOTPEOHOCTb COBEPIIATh ABVKEHUS
HOTaMU ¥ COTIPOBOKIAIOIINE €€ HEITPUSITHBIC OIIYIIIe-
HUS B HOTaX YaCTMYHO WJIM TOJTHOCTBIO 00JIeTYaIOTCS
IBUXCHUEM (HAIIpUMEp, PacTSKeHWEeM MBIIIIT
WIN XOIB0OIT) MO0 MEHBIIIEt Mepe IO TeX Iop, MoKa
IBUKCHHE ITPOIOJIKACTCS.

4. mriepatBHAS TTOTPEOHOCTD COBEPINATh ABIKCHUS
HOTaMU ¥ COTIPOBOKIAIOIINE €€ HEITPUSITHBIC OIIYIIIe-
HUS B HOTaX, BO3HUKAIOIINE WM YCUJIMBAIOIINECS
B TIOKO€, TTOSIBJISTIOTCSI YUIM YCUJTUBAIOTCS B BeUepHEe
WX HOYHOE BpeMs.

5. Bo3HMKHOBEHNE BHIIIIEYKA3aHHBIX CUMITTOMOB HEBO3-
MOXXHO CBSI3aTh C APYTUM MEIMIIMHCKAM VUIM TIOBE-

JMEHYECKNM PacCTPOMCTBOM (HAIIpUMED, MBITIICIYHBIM
CITa3MOM, TIO3UITMOHHBIM TUCKOM(POPTOM, MUAJITUEH,
BEHO3HBIM CTa30M, OTEKOM HOT, CTEPCOTHITHBIM I10-
CTYKWBaHHMEM CTOTION).

Kputepun nnarHoCTUKU OBLIM BIIEpBbIE CPOPMYIIU-
poBaHBI MexxmyHapomgHOi rpymmoil mo n3ydennio CbH
(International Restless Legs Syndrome Study Group,
IRLSSG) B 1995 1., momorHeHH crienianuctaMu Harmo-
HaybHOTrO MHCTUTYTA 300poBhst CIIIA B 2002 . 1 Briocien-
CTBUHM nepecMoTpeHsl B 2014 1. [8].

CriemyeT OTMETHUTD, YTO HETIPUSITHBIC OLTYIIICHUS, OTIH -
ChIBacMble TTAIIMEHTaMM, MOTYT PaCIIPOCTPAHSIThCS Ha Ipy-
TYe YaCcTH TeJla, TIABHBIM 00pa3oM pyku. CuMIITOMaTHUKa
CO CTOPOHBI BEpXHUX KOHECYHOCTEH BO3HHWKaeT y 21—
57 % nauuentoB [8]. Tsxenbie GOpMbI 00JIE3HU MOLYT
TIPOSIBIISITBCS PACTIPOCTPAaHECHEM HETIPUSITHBIX OITYIIICHUIA
Ha Oeapa, XMBOT, cniuHy, obaacTh auua [8]. IRLSSG
YKa3bIBaeT, 4TO 3a00JIeBaHUE B JIIOOOM ClIydae IOJIKHO
MIPOSIBIISITECSI CUMIITOMAMM CO CTOPOHBI HOT, TIPH 3TOM
HapyIICHUS CO CTOPOHBI APYTHUX YacTeH Tejla He JOJIKHBI
peo0bIIaaaTh 1o MHTeHCMBHOCTH. HecMoTps Ha 310, BCTpe-
YaIOTCSI ¥ aTUITMYHBIE cTydan. MUHNMATIbHOE BOBJICUCHIE
HIDKHUX KOHEYHOCTEH WITH JaXKe TTOJTHOE OTCYTCTBUE CHM-
IITOMOB CO CTOPOHBEI HOT BCTPEUYAIOTCS KpaifHe peaKo
u paccMmaTpuBatoTcs Kak BapuaHTel CBH [8]. B nutepary-
pe TaK1e COCTOSTHUS OITICHIBAIOTCS KaK «CUHIPOM 0ecIio-
KOWHOTO XUBOTa» [9], «CUHAPOM OECITOKOMHOM CITMHBI»
[10] 1 T.11., TaK KaK KJIMHWYECKas KApTUHA, 32 UCKITIOUe-
HHEM JIOKAJIN3aIliH, TIOJITHOCTHIO COOTBETCTBYET NMArHO-
ctuyecknM kputepusiMm CBH, ormicarHbIM Bhime. OmmcaH
«CUHIPOM OeCITOKOITHOTO Mo4eBoro my3sips» [11]. Cie-
IIyeT OTMETUTD, YTO CUMITTOMEBI TAK3KEe MOTYT PacIipocTpa-
HATBCS Ha IPYTHE YaCTH TejIa IIPU pa3BUTHH «(peHOMeHa
yCUJICHUS» (AyTMEHTALINM ), KOTOPBII BO3HUKAET ITPH JIJTH -
teabHOM JedeHnn CBH aronmcramMm 1ochaMHUHOBBIX pe-
uernropos [12].

CuHIpoM 0eCTIOKOMHBIX HOT — YacTO BCTpeUaIOIIeecs
3a0oseBaHme. PactipocTpaHEeHHOCTD B OOIIICH TOMYISIINT
pocturaeT 15 % [13], B 3amagHbIX cTpaHax MOMY/ISLIMOH-
Hble HWCCICHOBAaHUS BBISIBIJIM PAcCIIPOCTPAaHEHHOCTH
5—10 % [14]. B a3uaTcKuX CTpaHaX 3TOT IIOKA3aTe/Ib HIXKE:
ot 0,1 10 8,3 %. Pexe Bcero CbH BcTpeuaercs y HaceeHust
Adpuxku [14]. C KTMHUYECKN 3HAYNMBIMU CUMITTOMAaMHU,
YTO OIpeaessIeTcs KaK HaTnare Xajod 2 u 6ojee pa3 B He-
JIeJTI0, KaK MUHUMYM YMepeHHOM TsKecTH 110 1mkaie IRLS
(International Restless Legs Severity Scale), craakuBatoTcs
2—3 % nacenenust Espornbl u CIIA [15]. OTeuecTBeHHbBIE
JMaHHBIE, K COXAJICHNIO0, HEMHOTOYMCICHHBI: Ha OCHOBA-
HUU Pe3YJIBTaTOB 00caenoBaHmus 582 paOOTHUKOB TIpe-
MpUITUT MOCKOBCKOTO permoHa (CpemHUi BO3pacT —
45 net) pacripoctpanernHocts CBH cocrabuna 14,7 % [16].

VY XeHIIMH B Bo3pacTe cTapiie 35 JieT 3abojaeBaHue
BCTpeYaeTCsI IIOYTH B 2 pasa Jalie, YeM Y MYKIMH TOM XKe
Bo3pacTHO# rpynisl [8]. C Bo3pacToM paciipoCcTpaHEHHOCTD
YBEJIMYMBACTCS: Y TTOXIIBIX TTAIIMEHTOB 3TOT ITOKA3aTellb
npocturaet 35 % [17].
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Beipensior 2 dpenoruna CBbH: mepBuyHBIN 1 BTOpHY-
Hoiit [18]. [TepBUYHBIN XapaKTepu3yeTcss paHHUM HavyaJIoM
(mo 45 1eT; y 9acT! ManueHTOB AeOI0T B IETCKOM BO3pacTe).
Y TaKMX MAIIMEHTOB Yallle BBIABIIICTCS CeMEITHBIN aHAMHE3
CBH [8, 19]. B uenom eppuansiii CBbH ceromHst paccma-
TpUBaeTCs Kak FeHeTHIeCKOoe 3a00jieBaHIE. DTO TTOATBEp-
XKIAeTcs MCCIeOBaHNEM OJIM3HEIIOB: KOHKOPIAHTHOCTh
Y MOHO3UTOTHBIX OJTM3HEIIOB BBIIIE, YeM Y ITM3UTOTHBIX
[8]. ITpenmomaraeTcst Kak ayTOCOMHO-TIOMUHAHTHBIN, TaK
1 ayTOCOMHO-PeLIeCCUBHBIN THIT HacsienoBanus [18]. Beuto
BBISIBJIEHO OKOJIO 23 TeHEeTUYeCKUX JIOKycoB [20], BKimrodast
reasl BTB9 u MEIS] [18]. Bropmunsnii CBH pa3BuBaercst
mociie 45 JeT U SIBISIETCS COMYTCTBYIONIECH IATOJIOTHEH
IIpA aHEeMUH, TIOJIMHEBPOIIATUH, PACCESTHHOM CKJIepo3e,
3a00JIeBaHUSIX CEPACTHO-COCYINCTOMN, MOUCBBIICTUTETb-
HOM, SHIOKPUHHOM cucteM u ap. [18].

BaxxHbIM (haKTOpOM B ITaTOreHe3e KaK IepBUIHOTO,
Tak 1 BropruHoro CbH, cunraercs sxene3onednimr. BriepBoie
CBSI3b MEXXIIYy pa3BUTHEM OOJIE3HU U KeIe300eDUIINTHOM
a"nemueit (KJA) ormetnn K.-A. Ekbom B 1945 1. [7]. D10
mmo3BomI0 N.B. Nordlander B 1953 1. ucroib30BaTh MH-
(y3moHHYI0 Tepalnio mpernaparaMu xejae3a y 22 marnmueH-
ToB ¢ CBH, 13 KOTOPBIX TOJIBEKO B 1 ciTydae He ObIJIO MOJTy-
yeHo oxugaemoro apdekra [21, 22]. B HacTos1Iee BpeMs
MU3BECTHO, 4TO puck pa3sutusa CBbH y mammenTos ¢ 2K/TA
B 9 pa3 BhIIIIe, YeM B o0meit momymsunu [23]. CUMITTOMBI
CBH wmoryt Takkxe pa3BuBathbcs BHe KJIA: xkene3onedu-
LIUT, HE CONPOBOXIAIOIINICS CHIDKEHUEM YPOBHS TeMO-
JIOOMHA, TaKKe sABisieTcs (pakTopom pucka [24]. OngHako
y matreHToB ¢ mepBudHBIM CBH CBsI3b pazBuTHst 001e3HN
C KOHIICHTpALIME 3Kere3a CBIBOPOTKH 3HAYNTEILHO MEHEe
BeIpakeHa [19]. bomee Toro, cumrrromsr CBH MoryT Bo3HU-
KaTb Ha (DOHE M30BITKA XKeJle3a, YTO OBUIO IIPOIEMOHCTPH -
pOBaHO y MaLIMEHTOB ¢ TeMoxpoMaTo3oM [25]. Uccaeno-
BaHUS TIOKA3aJId, YTO OCHOBHYIO POJIb UTPaeT HapyIlIeHIE
oOMeHa XeJjie3a B LieHTpaibHo HepBHOii cucteme (LIHC) [26].
3HaYNTEIPHOE CHIDKCHUE CONCpPKAaHMS XKeJle3a B YepHOI
CyOCTaHIIMM, XBOCTATOM SIZIPE, CKOPJTYIIE M TaJlaMyce OBLIO
BBIsIBIICHO Yy areHToB ¢ CBbH pasabiMu MeTomamu BU3y-
aJn3ali, BKIIOYAas MaTHUTHO-PE30HAHCHYIO TOMOTpa-
¢uro ¢ ucronb3zoBanreM R1- n R2-pexxnma ckaHnpoBaHUs
1 YJIBTPa3BYKOBOTO TPAaHCKPAHUAJIBHOTO MCCIICIOBAHMS
B B-pexxnme [26, 27]. AHaIM3 CITMHHOMO3IOBOM XXUIKOCTH
y mameHToB ¢ CBH 1mokasan moHmkeHHOe coaepKaHue
deppuTrHa, IMPOTENICUANHA W TOBBIIIEHHOE — TPaHC-
¢eppuna [28]. Pe3ynbraThl NcciieOBaHUI BapbUPOBAIIN
B 3aBUCHMOCTH OT BpEMEHHU CYTOK, B KOTOPOE TIPOBOIUIIOCH
B3ATHE 00pa3LoB. [10-BUAMMOMY, CYIIIECTBYIOT LIMPKAIH-
aHHBIC M3MeHeHMsT MeTabom3Ma xene3a B LIHC, uro moxer
oTpaxkaTtbcsl Ha KnnHndeckoil kaptuie CBH. Ipu satom
KaK Cpeld MalUeHTOB, TaK U CPEIU 3N0POBBIX JOOPOBOJIb-
1eB He 0b110 JIn ¢ 2KJIA nin xxene301eUIMTOM: YPOBEHb
deppuTHHA CHIBOPOTKM KOJICOAJICS B TIpeaesiaXx HOPMBI
B 00eux rpymiax. OmHaKo npsiMast 3aBUCUMOCTD coepka-
Hus ¢pepputriHa CM2XK oT ypoBHS eppUTHHA CHIBOPOTKHI
y mameHToB ¢ CBH 6bU1a 3HAUNTEIEHO MEHEe BRIpaskeHA

[28]. BTO cTaBUT BOITPOC O CY:KEHMH I'PpaHUI] HOPMATUBHBIX
3HaUYeHMI 11 PeppUTHHA U TaJIbHEUIIEM MOMCKE HOBBIX
MapKepoB Xere301e(bUIIUTHOTO COCTOSTHUS Y TAallMEHTOB
¢ CBH.

Ipuunnoii nepunnTa xkenesa B LIHC asnsgercs Hapy-
IIEHWE eTO TpaHCIIOpTa Yepe3 reMaTodHIe(aTndecKuin
G6apbep 1 MeMOpaHBI HEIPOHOB, B YaCTHOCTU HeMipoMeTa-
HUHOBBIX KJIETOK YepHOI cyocTaHmu. Tak, Ha MeMOpaHe
9THX KJIETOK OBLIM BEISIBIICHBI CHIDKCHHE TIJIOTHOCTH Pe-
LEeNTOPOB TpaHC(heppUHA U COMYTCTBYIOIIEe CHIDKCHUE
aKTHUBHOCTH XeJie30peryiasaTopHoro Oenka 1 (iron-
regulatory protein-1, IRP1). B k1eTkax SHIOTEIMS MEJTKIX
COCYIIOB MOTOPHOI KOPBI TAKXKe HAOJTIONAINCH CHIDKEHHAST
akTuBHOCTb IRP1 1 cooTBeTcTByMWOIIEEe yMEHBIIEHMUE
9KCcIpeccuu TpaHcdepprHa, pelienTopa TpaHcdeppuHa,
H-deppuruna. IIpu stom skcnpeccust ¢pepponopTUHa,
OTBEYAIOIIETO 3a BBIXO KeIe3a 13 KJIETKHM, OCTaBajlach Ha
0azanbHOM ypoBHe. [pyroii mpoguiib ObLI BBISIBJIEH B 311~
TEIMATbHBIX KJIETKAX COCYIUCTHIX CIUIETCHUI JXEeTyI0YKOB:
MOBBIIIEHNE 3KCIIPECCUM TpaHC(epprHa, perenTopa
TpaHchepprHa U (peppoIIOpTHHA B COUCTAHNU CO CHIKE-
HueM 3kcnpeccun H-dbepputrHa. D10 yKa3biBaeT Ha BbI-
COKOMHTEHCHUBHBINM 000pOT XeJle3a B KiieTkax. [1pu atom
OCHOBHBIMU ITOTPEOUTEISIMU 3KeJIe3a, TT0-BUANMOMY, CTa-
HOBSITCSI MUTOXOHIIPUHW: B HUX OBLJIO BBISIBIICHO TTOBBIIIICH-
Hoe copepxaHue pepputrHa [27]. [ BRIICHEHUS pPOIN
JAHHBIX HaxoJoK B rmaroreHe3e CBH Tpebylorcs ganbHeii-
e UCCIICTOBAaHNS.

OCHOBHBIMU TTOC/TEACTBUSAMU JeuinTa Xeme3a B LTHC
SIBJISIIOTCSI TUTIOKCUS Y AeMUeTMHU3anus. 2Kene30 NpuHu-
MaeT HeMTOCPEICTBEHHOE YJacTHe B TPAHCIIOPTE KMCIOPO/a,
TaKUM 00pa3oM, TIpH ero Ie(UInTe pa3BUBAETCS TUIIO-
kcust. [Ipu 3TOM TTOBBIIIAETCS YPOBEHh MHAYIIMPYEMOTO
rurokcueit pakropa lo (HIF-10) B yepHOIt cyocTaHIIMN
mo3ra y 6onbHBEIX CBH, a B cocymax Mo3ra yBe TMInBaeTCsI
u obpaszoBanue HIF-2a. Dtu pakTopsl 0b6ecneunBaOT
aTanTaInIo MeTaboM3Ma K TUITOKCUIECKM COCTOSTHUSIM,
W CIIEACTBAEM TaKMX U3MEHEHMI MEeTa0O0IM3Ma SIBIISICTCS
yBeIMYeHNe To(paMIHEpIIIeCKOi aKTUBHOCTH Y OOJTBHBIX
¢ CBH [29]. [unmokcu4ecKuii IyTh aKTUBALIMKM T0(aMu-
HEPTrU4YecKoi CUCTEMBI 00BSICHSIET BRICOKYIO YacTotry CBH
y IMaIlMeHTOB ¢ XPOHUUYECKOM 0OCTPYKTUBHOM 00JIC3HBIO
serkux (XOBJI) [30].

C nmoMoImpio maroMop@oIormIecKUX METOIOB, a TaK-
K€ METOIIOB BU3yaJIM3allM BEISIBJICHA TUIICPAKTUBHOCTh
nopaMIHEPTUYECKON CUCTEMBI B 0a3aJIbHBIX TAHTIIMSIX:
TOBBIIIIEHHOE cofepskKaHue JohaMHa 1 ero hochoprIm-
pPOBaHHOI (h)OpMBbI 0OHAPYKMBAJIOCh B UePHOI CYOCTAaHIIUMN
u ckopayne. [To-BuauMomy, 3To 00yCIOBIEHO YBEIUYEHU -
€M 9KCITPECCUU TUPO3UHTMAPOKCUIIA3bl B 6a3aIbHbIX FaH-
INIASIX BCJIEACTBUE TUITOKCHY [31]. B oTBeT Ha ITOBEITIICHME
MPONYKINY BHEKJIETOYHOTO AodaMUHA MPOUCXOIUT
CHIXeHMe dKcIpeccuu petenTopoB D1 u D2, cHikaeTcst
¥X TJIOTHOCTH Ha MeMOpaHaxX KJIETOK B XBOCTaTOM SIApe
U ckopayrtre [31]. B coueTanum ¢ iupKaguaHHBIMA OCOOEH-
HOCTSIMM MeTabom3Ma qogamMiuHa (TTIOBEIIICHNE B THEBHOE
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BpeMsI U CHIDKEHIE B HOYHOE) B HOUHOE BPEMSI CYTOK BO3-
HUKaeT OTHOCUTEIbHBIN TepuimT noamMrHa, 9TO IIPUBO-
INT K Bo3HUKHOBeHMIo cumnTomoB CBH [31, 32].

Iporecc hopmMrpoBaHUS MUETMHOBOI 000JIOYKH TaK-
e 3aBUCHUT OT Keesa. Y nmauneHtos ¢ CBH 6b110 ommmca-
HO CHMXXEHHUE TUIOTHOCTU OeJIoro BellecTBa B 001acTu
MO30JIUCTOTO Teja, MEPEAHEN MOSICHOK KOpe U MPELIEHT-
panbHOM n3BwiIMHE [29].

Takum 00pa3oM, LIeHTpaIbHbIN 1eMULINUT XKejie3a SIB-
JISIeTCSI OMHUM M3 BO3MOXKHEBIX acItekToB rmaroreHe3a CBH.
Bmusnue nedpunmra xenesa B LIHC Ha mporiecchl nemMu-
eTMHM3AINY W TUTICPAKTUBAIIUM TO(DaMHUHEPTUICCKOM
CHCTEMBI C TTOCTICIYIOIINM pa3BUTHEM (DYHKITMOHATIHLHOTO
nmeduirta godaMrHa TpeOyeT TaTbHEHIIEro N3YIeHUS TS
0oJtee MOJTHOTO MOHMMaHUS KimHn4deckoit KaptuHel CBH.

CMHApPOM 6eCnoKOWHbIX HOT U aHeMUA

XPOHUYECKOro BocnaseHua

AHeMIsI XpOHMYECKOTO BOCITAJICHNST, WJIM aHEMUS XPO-
HuJecKux 3aboneBanuii (AX3), saBisieTcs 2-M Hambolee
YacTo BeTpevaronmmMces BuaoM anemun nocie 2KJ1A. AX3
pa3BUBACTCSI BTOPUYHO T10 OTHOIIICHMIO K 3a00JIEBaHUIO,
KOTOpPOE BBI3BIBACT y MAIlMEHTA AKTUBHBIM MMMYHHBIN WJTN
BOCTIAJIUTEILHBIN OTBET, IIPY 3TOM U3MEHSETCSI METa0OIN3M
XeJe3a B OpraHM3Me: eT0 BCAChIBAaHNE B TOHKOM KUIIICYHH -
K€ YMEHBIIIaeTCsl, KaK U JOCTYITHOCTh IUIST 3PUTPOIT033a
W3 JIETIO B KJIETKAX PETUKYIO3HIOTEIMATBHON CUCTEMEI, TIe
OHO COIEPXUTCS B BUAe (DeppuUTHHA. DTOT MPOLIECC 3aITyC-
KaeTCsI MHTEPJICHKMHOM 1, MHTEpJIeAKMHOM 6 1 (haKTOpOM
HEKpO3a OIyXOJI1 alb(ha — OCHOBHBIMU MEIATOPaMH BOC-
masieHust. [ToMrMo n3MeHeHnsT MeTaboI3Ma Kere3a TaH-
HBIE IIPOBOCIIATIUTEIbHBIC (PaKTOPBI CIIOCOOCTBYIOT Pa3BH-
TUI0O aHEMWUM, BBHI3BIBASI HapyIIeHUE Iposmndepalnu
u mrdGepeHIIMPOBKY KJIETOK 3PUTPOII033a, a TAKKE — Ue-
pe3 YMEHBIIIEHNE CMHTE3a — 1 OMOJIOTMIECKOI aKTMBHOCTH
spuTporoaTrHa [33].

Psanm 3aboeBaHmMii COMPOBOXIACTCS XPOHUICCKUM
BocHnayieHeM. B 3TOT cicoK MOTYT OBITh BKITIOYEHBI KaK
BCE HO30JIOTMH C ayTOMMMYHHBIM ITATOT€HEe30M, TaK ¥ MH-
dekiroHHbIe 3a00eBaHus. YTOOBI OCBETUTH BOITPOC Ha-
ymuug cBsi3u Mexxay AX3 u CBbH, namm 0BT mpoBeaeH
MOMCK JIUTEpaTyphl B 6aze PubMed mo ciaeayiommm maTo-
JIOTUSIM, XapaKTePU3YIOIIUMCST BRIPaXKEHHBIM BOCHAIH-
TEJbHBIM KOMIIOHEHTOM U JUIUTEJIbHBIM TEYEHUEM: PEB-
MatounaHbIN aptput (PA), ccTeMHast KpacHast BOJTIaHKa
(CKB), XOBIJI.

PemaToumnbrii apTpur. [1o maHHBIM MCCIeTOBaHMIA,
pacnpoctpaneHHocTh CBH y manmenTos ¢ PA cocraBnsieT
20,0—40,4 % [34—39], 4TO 3HAYMTEILHO BhIIIIE, YEM B 00-
e monynsuyu. B pabore A.M. Salih u coaBr. CBH vame
BBISIBJISIICS Y IAIIMEHTOB C 00JIee TSDKEIBIM TeueHneM PA
1 6oJiee BEICOKOI aKTUBHOCTBIO 3a00JIeBaHMSI HA MOMEHT
ncciaenoBanus [35].

o pe3ynsraram MccnenoBaHus, IpoBeaeHHOro B 2021 T,
y 44,4 % nauuentos ¢ PA 6bL1a BoisiBiaeHa KA,y 5,5 % —
AX3.VY 52,3 % nauunentoB ¢ 2KIA ny 25 % ¢ AX3 6bL1

muarHoctupoBaH CBH. O01iast xkeme30¢BsI3bIBaIoNIast CIio-
COOHOCTB CBIBOPOTKHY KPOBH TOJIOKUTEILHO KOPPEINPO-
Basia ¢ Tsokecthio cumnromoB CBH [39].

CucremHas KpacHasi Booanka. Kak 1 B cimygae ¢ PA,
pacnpoctpaHeHHocTh CBbH y manmentoB ¢ CKB 3Haun-
TEJBHO BBILIE, YeM B 001Ieit momymsauuu — 30,6—37,5 %
[40—42]. TTo cpaBHEHMIO C KOHTPOJILHOM IPYITION, TTaln-
€HTbl HabMpaay 3HAaYUTEJIbHO 00Jibllle OAJLJIOB IO 1IKajle
tskecty IRLS [41, 42]. Bonee Toro, naxe B Tpymiie ram-
€HTOB HaO0JII0IaIach OIlpelnesieHHAs] HEOTHOPOTHOCTD:
npu Hanmunu aHemun (XKJIA, AX3) CBH Bcrpeuancs
yalle, ¥ TsSKeCTh eTo OblTa BhIle, yeM y manueHToB ¢ CKB
6e3 anemuu. CrienyeT OoTMETUTD, yTo cpaBHeHne CKB ma-
LIMEHTOB 0e3 aHEMUM ¢ KOHTPOJIBLHOM TPYIIION TaKKe 0~
Kasajo 0oJiee BHICOKYIO pactripoctpaHneHHocTs CBH: 14,5
n 4,8 % cooTBeTCTBEHHO [41].

XpoHmyecKast 00CTPYKTHBHAS 00JI€3Hb JIETKHX. Y TTallH-
entoB ¢ XOBJI B 29,1-54,5 % ciaydaeB AMarHOCTUPYETCS
CBH [43—48], mpuuyeM MakKCUMaJIbHOE YUCJIO CIIy4aeB
BBISIBJIISIETCS B CTaguy odboctpeHust [46]. bombloe J0HTH-
TIOIMHOE UCClIeIoBaHKe, TpoBeaeHHoe B TaiiBaHe B 2021 .,
noka3zano, yto CBH mpu XOBJI BcTtpewaeTcs B 2,17 pasa
yaie, yeM B oouieit nomynsuun [48]. CBH y nanmeHTOB
¢ XOBJI nportekaeT TseKenee [45]. [1Ipu 5TOM y maliueHTOB
¢ OoJiee 3HAUUTEJBHOU 00CTPYKIIMEN JbIXaTeIbHBIX ITyTEH
T10 JaHHBIM MCCIeI0BaHMS (PYHKITNY BHEIITHETO ITbIXaHUsI,
a Takke ¢ 00Jj1ee BRIpaXKeHHOM THITOKCEMUEH 1 TUTIepKAaII-
nueit CBbH BcTpeuasics yaile, a TSKECThb €ro Oblia CyIle-
CTBEHHO BhbIlIe [44]. BbIpaskeHHOCTDb OABIIIKHY IO IIKaje
mMRC 6512 Boitie y manmedToB ¢ CBbH n koppenupoBa-
JIa C TSLKECTBIO CUMITTOMOB [47]. MOXHO TIPeAITooXNUTh
CBsA3b Mexxay HanmumeM cumntomoB CBH u crammeit
XOBJI: B uccnenosanuu G. Aras ¥ COaBT. y OOJIBIINHCTBA
nanyeHToB ¢ XOBJI B ctanum 000CTpeHUST CUMIITOMBI
CBH mnostBumich B TedeHHe 1 Mec Imociie Hayaia TeKYIIEero
yXyALIEHUsT cocTosTHMS [46]. Bonee mnrenbHbIN aHAMHE3
XOBJI, mo-BuamMmMoMy, sIBIsieTcst (PaKTOPOM PUCKA Pa3BUTHS
CEH [46] u 6osee Tspkesoro TeueHust oonesnu [44, 45]. IMpo-
rpeIeHTHOCTh Habmonanachk 1 B reueHn CBH [44].

Tonwko B 1 ncciaenoBanum TskecTh cumiiromoB CBH
U BBIPaXK€HHOCTH OIBIIIKN KOPPEIUPOBAIN C YPOBHEM
depputuna [47].

CremyeT OTMETUTD, YTO TIPOIOKUTEIIFHOCTD M Kade-
CTBO CHa MMEIOT (DyHIAMEHTAJIBHOE 3HAUYCHME IJIST PA0OOTHI
MMMYHHOI CCTEMEBI 1, COOTBETCTBEHHO, B PA3BUTUH U I~
HaMMKe TedeHUsI AX 3 KaK OITHOTO M3 MHOXECTBA (haKTOPOB
nosieiienyst CBH. He nckmoueHo, 4To MeXaHU3M pa3BUTHS
CBH 6yner pa3HbIM B 3aBUCUMOCTH OT OCOOCHHOCTEIH T1a-
TOreHe3a OCHOBHOTO 3abosieBaHus. Harmpumep, mpu XOBJI
CYIICCTBEHHYIO POJIb UTPaeT THITOKCHS, 3aITyCKaloIast
TMIIEPAKTUBALNIO 10(haMIHOBOM CHCTEMBI, KaK U B CJTyJae
¢ anemueii [29], a npu CKB — Hanmmume ayroaHTUTEN K 10-
damMuHepruyecKuM HelipoHaM [42].

[To pe3ynbraram aHaaM3a JaHHBIX JIUTEPATYPHl MOXKHO
crenath BeiBom, uto CBH BeTpewaeTcs y mammeHToB ¢ 6oj1e3-
HSIMH, XapaKTepU3YIOIIIMICS XPOHNUECKIM BOCITAJICHUEM,
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3HAYMTEILHO Yallle, 9eM B 00IIei rmormysisiiu. HecMoTpst
Ha MaJlylo MpeACTaBAEHHOCTb PE3YJIBTaTOB UCCAEA0BaHUI
AX3, Helb3sT UCKITIOYNThL Hajanuue cBsi3u Mexny CBH
W XpOHWYECKMM BocmajeHmeM, a Takke Mmexmy CBH
1 AX3, coImpoBOXIAIONIEH XPOHNIECKOE BOCITAJICHHE.

YacTtoTa BCTpe4aeMoCTU CMHAPOMA 6eCnoKOMHbIX
HOr y NauMeHTOoB C BOCNanuTe/IbHbIMU
3aboneBaHnaMU KULWe4YHUKa, B TOM Yyucne
CONMPOBOXAALWMUMUCA aHEMUEIA
BocmanurensHbie 3a6oneBanus kumedyHuka (B3K)
BKJTIOUAIOT SI3BEHHBIN KOJUT 1 00J1e3Hh KpoHa, B OcHOBe
IMaToreHe3a KOTOPBIX JICKUT ayTOMMMYHHBIH IIpo1iecc He-
SICHOU 3TUOJIOTUH. JIaHHBIE TTATOJIOTHH UMEIOT XPOHUYEC-
KO€ pelIMANBUPYIOIIee TeUCHNE, XapaKTepU3YIoIeecs Ki-
IIEYHBIMY ¥ BHEKUIIICUHBIMU TIpOsIBIIeHUSIMH [49, 50].

Bocnamurensnbie 3a0oaeBanns kumeyanka 1 CBH.
ITo pesynpraram IomcKa JMTepaTyphl B 0a3e MaHHBIX
PubMed maMm ObLTO HalimeHO 8 cTaTelf, MOCBSIICHHBIX
CBH y nmammenTos ¢ B3K: ipu 6one3nm Kpona — 2 [51, 52],
npu s13BeHHOM Koaute — 1 [53], mpu B3K — 5 [54—58].

CortacHO JaHHBIM JIMTepaTypPhl, pacCIipOCTPAaHEHHOCTh
CBH y naumnenrtos ¢ B3K cocrasnser or 7,34 no 51,2 %
[55—58]. Takoii 3HaYUTENbHBLIN pa3dpoc 3HAYEHU
00YyCIIOBJIEH HEOTHOPOTHOCTBIO BEIOOPKH M MCITOJIb30Ba-
HHEM Pa3HBIX METOIOB AMArHOCTUKM Ooyie3Hn. OauH n3
CcaMbIX HU3KUX ITOKa3ateneil — 8,8 % — ObLI IOJIy4YeH B KC-
CJIeIOBaHWM, B KOTOPOM, IIOMUMO paccIipoca 1o KpuTe-
pusim IRLSSG, g moaTBep:kKaeHUS TUarHo3a MPOBOIM-
JIach KOHCYJIbTalmsI HeBposora. I1pu atom B 1/3 ciydaeB
JMarHO3, 3aII0I03PEHHBIN 10 pe3yJIbTaTaM OIIPOCHUKA, He
MOATBEPAMIICS ITOCJIE HEBPOJIOIrMYECKOIo OcCMOTpa [56].

ITo pe3ynbraTam aHaIM3a IUTEPaTYPhI MOXXHO CIIEIaTh
CJICIYIONINE BEIBOALL: 1) B OOJIBIICH YacTH UCCIICAOBAHUIA
pacrnipoctpaneHHocTs CBH y manmenToB ¢ B3K 6ni1a
3HAYUTEIBHO BHIIIE, YeM B IPYIIIe KOHTPOJIS (3I0pOBBIC
nmoopoBoblLIb) [57, 58]; 2) cummtombl CBH o mikane IRLS
OblTK Tsikesee y manueHToB ¢ B3K mo cpaBHeHMIO CO
3I0POBLIMHU JOOPOBOALLIAMH [58].

Berpewaemocts CBH mipu 601e3a1 KpoHa cocraBisieT
9,4-30,2 % [51, 52, 55, 56, 58].

Ob6paraet Ha cebs1 BHUMaHMe rccnenoBanue L. B. Wein-
stock 1 COaBT., B KOTOPOM OIICHUBAJIOCH HATMYME CUMIITO-
MoB CBH kak Ha MOMEHT MCCJIeIOBaHMS, TaK M B aHAM-
He3e. Ha momenT nccnenosanus cumnromsl CBH Obutn
BoisiBiieHbl Y 30,2 % (82/272) nauuenTos. Eiie Gobliee
YHCJIO OMPOIIEHHBIX coooImmIo o cuMiromax ChbH B aHam-
Hesde — 42,7 % (93/218). TakKe B JaHHOM UCCJICIOBAHUU
MMaIMEHTHI OTMETVJIN CBSI3b MEXIY BO3HUKHOBEHUEM CHM-
nromoB CBH n ne6iorom ocHoBHOrO 3a001eBanud. boaee
90 % omnpoieHHbIX (67/73) cOOOLININ, YTO CUMIITOMBI
CBH Bo3HUKIIM OMHOBPEMEHHO WJIH TTOCTIe Ie0IoTa 001e3-
uu Kpona. I1pu atom y 44,5 % (32/72) nauueHToB 00Jier-
yenne cumnromoB CBH cosnagano ¢ pemuccueit B3K
[51]. C yueTom Bricokoit pactipoctpaHeHHocT CBH, BBI-
SIBJICHHOH Y MAIleHTOB B MCCIICIOBAHNN, aBTOPHI IIPeI-

Joxwm paccmatpuBaTh CBH Kak omHO 113 BHEKUITICYHBIX
nposiBiieHuit 6one3zHu Kpona [51].

IIpu sa3BeHHOM KOouTe BeTpeyaemocth CBH B enom
cpaBHMMa ¢ TakoBoii nipu 6osesun Kpona — 4,7—39,5 %
[53, 55, 56, 58].

Anemus u B3K. AneMust — oIHO U3 CaMBbIX 4aCThIX
CHCTEMHBIX OCIOXHEHHMI M BHEKUIIECYHBIX ITPOSIBJICHUMI
B3K [59]. ITo naHHbBIM UTEPATYPHI, 10 67 % MaLMEeHTOB
CTpamaroT aHeMHel Ha MOMEHT ITOCTaHOBKM Auarto3a B3K
[60]. ¥ maHHOI TpYIIIBI MAlMEHTOB MATOTEHE3 aHEMUU
MOXET OBbITh pa3HbIM: B 36—76 % cilyuyaeB pa3BUBaeTCs
XKIA, Ha 2-M MecTe 1o BCTpedaeMocTH Haxonutcs AX3
[60]. OnHako B OONBIIMHCTBE CIydyaeB aHEMUSI, ACCOLIUMU-
poBanHas ¢ B3K, nmpencrapisier co6oit coueranue KJIA
n AX3. laHHOE COCTOSTHIE OBIIO BHIIEJICHO B CAMOCTOSI-
TeJILHBIN BUI AaHEMUN — aHEMUIO CMEILIAaHHOTO reHe3a [59].
B xaxxmom u3 cirydaeB BeoyIIMM KOMIIOHCHTOM Pa3BUTHS
aHEeMMWHU SIBJISICTCS TebULINT Kejle3a, KaK aOCOJTIOTHEIN, TaK
¥ pyHKUMOHAIbHBIA [60].

BocnammrenbHble 3200/1€BAHASA KAIIEYHNKA, COMPOBO-
XKnaommuecs anemueii, 1 CBH. YunTteiBast BEICOKYIO 9acTo-
Ty BcTpedaeMocTy aHemuu npu B3K, ocoObiit mHTEpEC
TpeacTasisieT Bompoc o pactpocrpaneHHocT CBH y man-
HO TPYIIIIHI IMalieHToB. Bompoc o cBsa3m kenezomedu-
nuTta ¢ passutueM CBH paccMmarpuBaiicst B OOJIBIIMHCTBE
WCCJIeIOBaHWI, OMHAKO JIMIIb B HEKOTOPBIX OBLIN ITOJY-
YeHBI CTaTUCTHYECKU 3HAYMMEBIC pe3ybTaThl. B padore
J. Becker u coaBt. CbH Obl1 BeIsIBIIEH ¥ 8,8 % MaLiMeHTOB
¢ B3K, npu atoMm y 25,8 % 13 HuX ObL1 AUarHOCTUPOBAH
xenezoneduunt. XKJIA Oblia tnarHoctuposaHa B 28,6 %
cay4aeB y nmauueHToB ¢ 6ose3nnio Kpona u CbH, B 20 %
CJIydaeB — y MAlMEHTOB ¢ s13BeHHBIM KoautoMm 1 CBH [56].
L.B. Weinstock 1 coaBT. OTMETHIN, YTO Y HALIMEHTOB C 00-
sge3Hblo Kpona yvamie BcTtpeuanach KA B aHaMHese,
HO He Ha MOMEHT ucciegoBanus [51]. B uccnemoBanuu
0. Alharbi u coasr. 2KJIA nuarHoctupoBaHa y 43,8 % maum-
€HTOB. XOTSI CPETHMIT yPOBEHB FeMOITIO0NHA HE OTINIAJICS
Mexxy rpyrmamu manvieHToB ¢ CbH u 6e3 CBH, 6onee Hu3-
KUt ypOBEeHb TeMOITIOONHA, COIIACHO PETPECCHOHHOMY aHa-
T3y, aBisicd ¢pakTopoM pucka passutiss CBH [58].

B paccMoTpeHHBIX HAMU CTaThsIX TaHHBIE 00 AX3 0T-
cyrcTBoBas. OmHAKO ypoBeHb C-peakTUBHOTO Oeika,
MapKepa TEeKYIIIeTo BOCTIaIeHHsI, ObUT 3HAYMTEIFHO BBITIIE
y manyeHToB ¢ 6one3npio Kpona u CbH, yeM y manimeHTOB
6e3 CBH [55], uTo MOXeT KOCBEHHO yKa3bIBaTh Ha AX3.

Hpyrue dakropsi pazsutus CBH npu B3K. JlomonHu-
TeJabHBIM (PakTopoM pucka pa3putuss CBH y naumeHToB
¢ B3K moxker aBIITbCS M30BITOUHBIN OaKTepHabHBIN
POCT, BEpOSITHO BCICACTBHE YYACTHS B IOIICPKAHUU
XPOHUYECKOTro BocnajeHus 1 Mabadbcopoumu [51]. U30b1-
TOYHBIN OAKTEPUATIBLHBIN POCT MOXET UTPaTh POJIb B BbI-
sIBJIEHHOM accoumauuu Mexnay passutuem CBH u noka-
JIN3amrel TMaToJI0THIECKOTO IIPOIecca B TOHKOM KUIIIKE
y nmauueHToB ¢ 6ose3Hbio KpoHna [51]. Takke K nipeapac-
TTo1arafoMM (haKTopaM y TaHHOM TPYITITEI TAIIMEHTOB OT-
HOCSIT OTIepaTUBHEIC BMEIIIATEILCTBA 10 TIOBOAY OOJIe3HU
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Kpona B aHamHe3e 1 60J1ee TsDKeI0e TeUeHNE 3a00JIeBaHMS
[52]. He MmeHee moIOBUHBI NALIMEHTOB ¢ 00Jie3HbI0 Kpo-
Ha TIePEeHOCAT XOTsI OBl 1 olepaTMBHOE BMEIIATEILCTBO
B TeyeHMe Xu3HU [61]. ManpabcopOLUsT U CHUXKEHME
pasHooOpa3ust MUKpoOroma [62] SABISIIOTCS IpUMepamMu
OCJIOXXHEHUI XUPYPrUIECKOTO JICICHHS, KOTOPHIE MOTYT
OBITH OTHECEHHI K TIpeapactionaraomuM ¢pakropam CBH.
VYV nmauyeHTOB, NepeHecmnx omnepauunio, Tsokectb CBH
BhILIIE [52].

F Gemignani, a Takcke K.A. Schindlbeck v coaBT. ipen-
JIOXKMIJIM pacCMaTpUBaTh cpear (paKTOPOB PHCKA pa3BUTHS
CBH monmHeliponaTud — OMHO M3 HEBPOJIOTHMYCCKUX
ocnoxuennii B3K [54, 63]. MiccnenoBanus BEIIBAIN, YTO
C IaHHBIM OCJIOXHEHHMEM CTajKupaloTcs g0 39 % na-
uneHToB [64]. [TaTorene3 noiauHeiponaTuii mpu B3K u3zy-
YeH HeIOCTaTOYHO, OTHAKO 3 OCHOBHBIX ITPEATIONaraeMbIX
MeXaHM3Ma BKJIIOYAIOT MMMYHOOIIOCPEIOBAHHBIN ITyTh,
SITPOTEHHBIN TyTh (HAIpUMep, BCICACTBUE TEPAITUU Me-
TPOHMIA30JI0M) 1 MUKPOHYTPUEHTHYIO HEIOCTATOYHOCTh
(mpenMynIecTBeHHO AeduuuT BuTamMuHa B ) [64].

Takum o6pasom, rpobiaema CbH y manmenTos ¢ B3K
TpeOyeT mambHelero n3ydeHus. MccirenoBanus moKasbl-
BalOT, YTO PUCK Pa3BUTHsI JAHHOTO PAaCCTPOICTBA CHA Y T1a-
meHToB ¢ B3K 3HaunTeI5HO BBIIIIE, a €T0 TEUCHHE TSLKEIIee.
Pesynwrater ananm3za cBsi3u CBH ¢ 2XKJIA u xxene3onedu-
LIMTOM, TIPOTEKAIOIINX KaK ocyoxkHeHUs B3K, sBisroTcst
HEIOCTAaTOYHBIMHU U IIPOTUBOPEUYMBBIMU. B nmTepartype
He paccMarpuBaiiach npobiiema AX3 u ee cBsa3u ¢ CbH,
x0TI AX3 SIBIISICTCST 9YaCTO BCTpEUaroIeiicsl aTOIOTuei
y nauueHToB ¢ B3K.

MpumeHeHne n 3¢h(heKTUBHOCTD METOAOB

NeyeHUs CUHAPOMA 6eCNOKOMHbIX HOT

Y NauueHToB C BOCNaJIUTEJIbHbIMU

3a60/1€BaHNAMU KULLEYHUKA,

CONpPOBOXAAIWMUMUCA aHEMMUEN

Tepamusa CBH. B HacTos1Iiee BpeMst aropyuT™ JICUSHUST
CBH Haubosnee MoJIHO OCBENIeH B peKOMEHIALIMSIX K-
HUKNI Meito, COCTaBIeHHBIX WICHAMH HAydHO-MEIUITH-
ckoro coBeta (ponga CBH.

Ilepen HayanoM crneun@rUuecKoit Tepanuu BceM ma-
IIMEHTaM HEeOOXOMWMO MPOBECTU AMATHOCTUKY HAJTMUMS
Xene301e(UITMTHOTO COCTOSTHHS, BKITIOYAsT OOIIMIT aHAIN3
KPOBH, OIICHKY YPOBHSI CHIBOPOTOYHOTO 3Keje3a, OOIIei
JKeJIe30CBSI3BIBAIOIIEH CITIOCOOHOCTH CHIBOPOTKH KPOBU
¥ HachIIeHUs TpaHcheppuHa keiae3oM. [1poOHBIN Kypc
TepaIiy MpernapaTaMy Kejle3a Ha3Ha9aeTCs P KOHIICH-
Tpauuu ¢epputrHa <75 MI/J1 1 HACBIIIEHUN TpaHChep-
puHa <45 %. Tepanueii 1-ii TMHUY SIBJSIETCS IEPOPATIb-
Hast ¢popMa cyib(dara xene3a B KOMOMHAIINY C BATAMUHOM
C. Ilpn HemrepeHOCHMOCTH TIPOBOAUTCS BHYTPMBEHHOE
BBeJeHE KapOOKCHUMAJIBTO3bI XKee3a [12].

VY 6ombHbIX ¢ B3K B KauecTBe 1-if IMHUM Tepanuun
XeJe301e(OUIIUTHBIX COCTOSTHUI peKOMEHIOBAaHBI ITpeTia-
paThI XKeJie3a TSI MapeHTepaIbHOro MpuMeHeHus. [ToMm-
MO OoJiee BBICOKOM 3(P(EeKTMBHOCTH, OHM 3HAYMTEIHLHO

JIy4llle TIepeHOCATCsI, YeM TTepopanbHbie (popmbl [59]. Uc-
CJICIOBAHUSI TTOKA3aJI, YTO TICPOPATTbHBIN IPUEM TIpelrra-
paToB 3KeJie3a MOXET IIPUBOIUTD K IMIOBPEKACHUIO CT3H-
CTOI 000JIOUKM KUIIIEYHNKA Y TTOBBIIIICHUIO aKTUBHOCTHU
3a00JIeBaHusI 3a CUET OKCUIATUBHOIO cTpecca [65], nu3me-
HEHHUIO COCTaBa KUIIEYHOM MUKPOOWOTHI ¥ TAIIEHTOB
¢ B3K [66].

Taxke iepenn HaYaJIOM TePaITy HEOOXOIMMO PacCIIpo-
CHTh MAIIMEHTa O MpHeMe JIEKapCTBEHHBIX IIPEITapaToB,
KOTOPBIE MOTYT BBI3BIBATh MJIN yeriuBaTh cuMiitoMsl CBH.
K HUM OTHOCATCSI aHTHICTIPECCAHTHI, HEMPOJICITUKY, aH-
THUAMETUKH (KPOMe JTOMIIEPUIOHA), aHTUTUCTAMUHHBIC
nperapathl | mokosenus [12].

He3zaBucumo ot xapakrepa TedeHHsT 00JIe3HU, OIIpe-
IeIsIeMOoro YacToToi rposiBiieHnst cumnromMoB CBH B He-
IIEJTIO, JICUCHHE COCTOMT 13 He(papMaKOJIOTMIeCKUX 1 (pap-
MaKoJoTm4ecKux MetomoB. K HedapMmakosormaeckum
METOIaM OTHOCSITCS: 1) coOMomeHre peskuMa CHa 1 6oIp-
CTBOBaHUS; 2) orpaHUYCHIE YITIOTpeOIeHNsT KodherHa 1 ajl-
KOTOJIbHBIX HAITUTKOB; 3) yMepeHHasT (pr3rdecKasi Harpys3Ka;
4) 3aHATHS, TPEOYIOIIME KOHIIEHTPAIIMY BHUMAHWMSI (HATTpU-
Mep, KPOCCBOPIIBI), BO BpeMs OTapIXa [ 12]. O6erdeHmto cium-
TITOMOB MOTYT CITIOCOOCTBOBATh MacCask KOHEUHOCTE, XOJIO-
HBIE WJIM TOpsTIMe BaHHBI B BeUepHee BpeMsl. Takke MOTYT
TIPUMEHSITHCS fiora 1 UTJIoyKanbiBaHue [12].

[Tpu mHTEepMUTTHPYIOIIEH (hOpMe, XapaKTePU3YIOIeH-
¢ BOBHMKHOBEHHEM CHMIITOMOB He Jaiiie 2 pa3 B HeJIeIIo,
PEKOMEHIYIOTCS CIICIYIONINE IIpeTtapaThl 1T TPUMEHEHMS
B PEXHMeE «I10 TpeOOBAHUIO»: JIEBOIOIIa,/0eHCepa3u, OeH-
301a3eTMHBI, OMMOMIHBIC aHAJTbIeTUKH (TpaManon) [12].
Hnsa meyeHUs: XpOHUIECKOMN MepCUCTUPYIONIEH (hOPMEI,
npu kotopoit cumritombl CBH Bo3HmKatoT game 2 pas
B HEJIEJTIO ¥ BEI3BIBAIOT Y TTAIIMEHTA BBIPAXKEHHBIN THCKOM-
(opT, IPUMEHSTIOTCSI aTOHUCTHI ajb(da-2-meabTa-perern-
TOPOB (radameHTHH, IIperadannH). [1pn HaTMIny TPOTH-
BOMOKA3aHUI K MMPUMEHEHUIO 3TOM TPYIIIHI IIPEIIapaToB
Ha3HAYaIOTCS arOHUCTHI J0(aMUHOBBIX PELIEITOPOB (TIpa-
MUIIEKCOJI), a TIpA pedpakKTepHOCTH K DapMaKoTeparmuu
peKOMeHIyeTCs] KOMOMHUPOBaHHAS WJIM MOHOTEpAIHS
ONMMONIHBIMU aHAJIBreTUKaMM [12].

Tepammsa CBH y nanuentoB ¢ B3K u anemneii. ccie-
noBaHuit o adpdektnBHOoCcTH JeueHuss CBbH y nanHoii
TPYIIIHI TTAIIMEHTOB He MpoBoauiaock. B padore J. Becker
u coaBT. nauneHTs ¢ B3K 1 CBH, y KOTOpBIX OBLT BBISIBIIEH
KeJe301e AT, TTPOXOIMIN KypC TepaIliy IIpermapaTaMmu
Kejie3a IUIsl BHYTPMBEHHOTO BBEICHHS B TeUeHUE 4 Hel,
YTO MPUBEJIO K YMEHBIIIEHUIO BEIPAXKEHHOCTH CUMITTOMOB
y 7 u3 8 OOJIBHBIX, OMHAKO Ha 11-i1 Hexelre a(hheKT neueHus
OBLIT BBIPaXXeH 3HAYUTEBHO MeHbIIIE [56].

Con y nanuentos ¢ B3K u CBH. KauectBo cHa y ma-
nueHToB ¢ B3K paccMarpuBaiocs B psiie NCCIICIOBAaHMIA.
IToxazanHo, 94TO maxke BO BpeMsI pEMUCCUHN COH Y TTAlIMEHTOB
¢ B3K xy:xxe, yeM y 3I0pOBBIX 1OOpOBOJIBbIIEB. TakKe Ha-
pymeHus cHa y maieHToB ¢ B3K MoryT yka3eiBaTh Ha Ha-
JINYMe CYOKIIMHNYECKOTO BOCTIAJICHUS UM SIBIISITHCS TIpe-
aukTopoM oboctpenus [67]. CBH — ogHa 13 BO3MOXHBIX
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MMPUYMH HU3KOTO KayecTBa CHA: IMMPOAEMOHCTPUPOBaHA
00paTHasT KOpPesAIus MKy KITMHNISCKON PEMICCUEH,
SHIOCKOITMIECKON peMUCCHell 1 HAIMINEM CHUMIITOMOB
CBH y nanuenTos ¢ si3seHHbIM KosiuToM (CBH y 2,5 % na-
LIMEHTOB C KJIMHUYECKOM pemuccueit, y 7,9 % maiueHToB
0e3 KJIMHUYECKOM peMuccun, y 2,9 % nauueHToB ¢ 9HA0-
CKOIMMYEeCKOl pemuccueit, y 7,9 % mauneHToB 6e3 3HI0-
CKOIMMYeCcKoi pemuccun) [53].

B npyrux nccieqoBaHUSIX pacCMaTPUBAIIOCh BIMSTHUC
CBH Ha con marmenTos ¢ B3K: kauectBo cHa o [Turrc-
oyprckoii mkane (Pittsburgh Sleep Quality Index, PSQI)
Y HUX OBUTO 3HAYMTEIFHO XYK€ TT0 CPaBHEHMIO C IMAIleH-
tamu, y kotopbix CBH He 0b11 BEISIBIIEH [54, 55]. Huskoe
Ka4eCTBO CHA B TOM UYHCJIC OBIIO CBSI3aHO C OOJIBIIIEH MK~
TEeJBHOCTHIO BPEMEHU 3aCHITaHWS WM MEHBIIEH ITPOIOI-
KUTEJTbHOCTHIO cHa [54]. JlaHHbIe HapyIIeHWsI HOYHOTO CHA
OTPaKaIOTCsI HA CAMOYYBCTBUM TTAIIMEHTOB U MX CTIOCOOHOCTH
3aHMMATLCS IeJTaMU B TeUeHME THST: 00IIIast OlleHKA KayecTBa
xwu3Hn (onpocHMK EQ-5D) mpu coueranmu B3K ¢ CBH
Obl1a 3HAYNTETHLHO HITKE, IPEUMYIIIECTBEHHO 3a CUET pa3-
JIEJIOB OIPOCHMKA «00JIb ¥ TMCKOMMDOPT» U «BHITTOJTHEHHE
exxeqHeBHBIX fe» [54]. [MaumenTsl ¢ B3K 1 CBH co06-
man o 0osee BBIPAXKEHHBIX TPYIHOCTSIX B €XKeTHEBHOM
nesrrenibHOCTH (TyHKT 9 B ikane PSQI). [Mo mikane Tsokectn
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Heiponatua mano6epuoBoro HepBa: obuiue
NOAXOAbI K AUArHOCTUKE U Tepanuu

N.E. JIynesa, JI.A. I'pumuna, H.A. CynoneBa

DOIbHY «Hayunbwiit yuenmp neeponoeuu»; Poccus, 125367 Mockea, Boaokosamckoe uwocce, 80

KoHTaKTHhI:

WpuHa EBreHbesHa JlyHeBa luneva@neurology.ru

Heiponatus manobepuoBoro Hepsa ABASETCA CaMOil PacnpoOCTPAHEHHOW M3 NepeyHs KOMMNPECCUMOHHbIX HeliponaTwii
HEepBOB HIKHUX KOHeuyHocTel. Komnpeccus ManobepLoBoro HepBa yalle Bcero NPOUCXOAUT HA YPOBHE FONOBKU Mano-
6epLoBOii KOCTH, HO TaKXe MOXeT BO3HWKATb B 061acTU rofieHn, NTOAbKKM UK Ha cTone. Heilpodusmonoruyeckue
W HePOBU3yaNnu3aLMOHHbIE METOALI MHDOPMATUBHbI B LUArHOCTUKE KOMNPECCUU ManobepLoBoro HepBa u ONpeLeseHum
TMNa nospexaeHus. Tepanueil 1-i AMHUM ABAAIOTCA U3MEHEHWe 06pa3a XU3HM, NPODUIAKTUKA KOMNPUMUPYIOLLUX NO3,
OpTe3UpPOBaHME rOIEHOCTOMNHONO CYCTaBa, KOPPEKLMA HECTaBUALHOCTU KONEHHOTO CYCTaBa Npyu ee Hau4um, KuHesuore-
panus. BaxHyio ponb B OTHOWEHMM KOPPEKLMUU ABUraTeNbHbIX U YYBCTBUTENbHBIX CUMATOMOB UrpaeT UCMONb30BaHMe
npenaparos, UHIUOUPYIOWMX XONUHICTEPa3y, 3QHEKTUBHOCTL KOTOPLIX NpY 3a6oneBaHUsX nepudepuyeckoin HepBHoOM
cucTeMbl 6bl1a NPOJEMOHCTPUPOBAHA B PAJE OTEYECTBEHHbIX UCCNeA0BaHMN. TporHo3 Heitponatuu ManobepLoBoro Hepsa
6NaronpusTHLIA, Uy GONLLIMHCTBA NALMEHTOB HABNIOAAETCA NONHOE UAW NPAKTUYECKU NOSIHOE BOCCTAHOBAEHUE (YHKLUN
HepBa. Mpyu HeaHEKTUBHOCTU KOHCEPBATUBHOTO NIeYEHUs PEKOMEHAOBAHbI XUPYPruyecKue MeTOLUKM.

KnioueBble cnoBa: Heiiponatus Mano6epLoBOro HepBa, hrOYAAPHbIA CMHAPOM, TYHHENbHbIE HEUPONATUK, MOHOHEHponaTus

Ina uutuposanus: Jlynesa W.E., [puwnna . A5:€ynoHesa H-A. Heliponatus manobeploBoro Hepea: o6iue noaxossl
K AMarHocTuKe 1 Tepanuu. HepeHO-MblweyHble Gone3Hun 2022;12(4):29~36. DOI: 10.17650/2222-8721-2022-12-4-29-36

Peroneal nerve palsy (injury) in fibullar tunnel syndrome

LE. Luneva, D.A. Grishina, N.A. Suponeva
Research Center of Neurology; 80 Volokolamskoe Shosse, Moscow 125367, Russia

Contacts:

BBepeHue

Irina Evgenievna Luneva luneva@neurology.ru

While compression neuropathies of the nerves of the lower limbs are not a common pathology, peroneal nerve neuropa-
thy is the most common of them. Peroneal nerve compression most commonly occurs at or around the head of the fibula,
but can also occur in the lower leg, ankle, or foot. Neurophysiological and neuroimaging methods are effective in diag-
nosing peroneal nerve compression and determining the type of damage. The first line of therapy is lifestyle modifica-
tion, avoidance of compressive postures, ankle joint orthotics, treatment of knee joint instability when detected, kine-
siotherapy. An important role in the correction of symptoms is played using anticholinesterase drugs, the effectiveness
of which in diseases of peripheral nervous system has been shown in a number of domestic studies. If conservative
treatment fails, surgical treatment is recommended. The diagnosis of peroneal neuropathy is associated with a good
prognosis and most patients experience complete recovery of nerve function.

Keywords: peroneal nerve palsy, fibularis tunnel syndrome, tunnel neuropathies, mononeuropathy

For citation: Luneva I.E., Grishina D.A., Suponeva N.A. Peroneal nerve palsy (injury) in fibullar tunnel syndrome.
Nervno-myshechnye bolezni = Neuromuscular Diseases 2022;12(4):29-36. (In Russ.). DOI: 10.17650/2222-8721-2022-
12-4-29-36

KX HEPBOB U BbIHYKIICHBI CITPABJIATHCA C BOSBHUKAIOIIMMHN

ITo maHHBIM MHUPOBOI JIUTEPATYPHI, THICSYM JIOACH (YHKIMOHAILHBIMM HapylmieHusMu. Helipormatus mMaso-
BO BCEM MHPE CTPAIAOT OT ITOBpEXKICHUI meprudeprdec- OeplIOBOrO HEpBa SIBISETCS CaMOU pacIpoCTpaHeHHOM
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Heiponartneit HIDKHUX KOHEYHOCTEH 1 3-i1 TI0 pacpocTpa-
HEHHOCTHU M3 MEPEeYHsl HeMponaTuii KOHEYHOCTEN Tocie
HelponaTiu CpeIMHHOIO U JIOKTEBOTO HEPBOB [1].

OmHUMY U3 TIePBBIX KOMITPECCUOHHYIO HEHPOIATHIO
MajobepuioBoro Hepsa omucanu J. Kernohan u coasT.
B 1985 1., IpeacTaBUB KIIMHNYECKME HAOTIOAeHNS 3 TTal-
eHToB [2]. K (pakTopaM prcka OTHOCSAT TpaBMbI TOJIEHU
U KOJIEHA, OPTONEANYECKME ONEpaLIMi Ha MaJI00epLOoBOM
1 60J1b111€OEPLIOBOI KOCTSIX U MOBEAEHYECKUE TTPUUYMHBI,
TaKue KakK [JUIUTEJTbHOE MOANEPKAHUE MO3bI CO CKPELLIEHHBIMU
HOraMM, CUAIEHUE Ha KOPTOYKaXx, ObICTPOE CHXKEHUE MACChl
tena [3]. TpaBMaTiyeckoe MoBpeXXaeHNE MaJIOOEPIIOBOTO He-
pBa MPU OCTEOTOMMUSIX OOJIBIIEOEPLIOBOM KOCTU B COYETAHUU
€ OCTeOTOMUEN MaI00ePLIOBOI KOCTH onucaHo B 2—27 % ciy-
yaeB, MpY TPaBMax rojIeH! 4YacToTa TaKUX MOBPEXKIEHUI MO-
xKet gocturath 16—40 %, npu SHAONPOTE3UPOBAHNH KOJIEH-
Horo cycraBa — okoso 0,4 % [4, 5]. K dakropam pucka
Pa3BUTKSI TTOCIEONEPALIMOHHOM HEpOaTuy OTHOCSIT UCTIONb-
30BaHUE SMULYPATLHON aHECTE3UM, HATMYUE CTMOATETbHbBIX
KOHTpPAaKTyp, 00Jie€ BLICOKMIA MHAEKC MACChl TeJla Y CaXapHbIid
nmaber B aHaMmHese [6—8]. Takue KoMOpOMIHBIE OOJIE3HH,
KaK TMIIOTUPEO3, XPOHUYECKAs AIKOTOJIbHASI MTHTOKCUKALIMS,
TOXE MPEeAPacroararoT K pa3BUTHIO TYHHEIbHBIX CUHIPOMOB,
B 4acTHOCTH (puOY/ISIpHOTO TYHHEIbHOTO cuHApoMa. HolleHue
TeCHOI 00yBU, HECTAOWJIBHOCTh TOJIEHOCTOITHOTO CycTaBa —
YyacTble MPUYMHBI MOBPEXIECHUS MaJoOeplIOBOrO HEpBa
Ha ypOBHE Tap3aJIbHOIO KaHaJa.

AHaTomus

Oo6mmit mamooepiioBbiil HepB (OMH) siBsTeTCST HeTro-
CPEINCTBEHHBIM MPOAOJKEHUEM CENAITMIIIHOTO HEPBA, KO-
TOpHIi hopMmupyioT Kopetnkn L4—S3. CeganuiiHblii HepB
MIPOXOIUT TI0 3aTHeil TIOBEPXHOCTH Oenpa, T IEeTUTCS
Ha 001U MaJIoOepLOBbIM 1 O0IbIIEOEPLIOBbIN HEPBHI.

OO61mmii MaIoOepIOBBI HEPB U3 TIOAKOJIEHHON SIMKU
BBIXOJUT Ha MepeaHeaaTepalbHyI0 MOBEPXHOCTh TOJIEHU
U TIPOXOINT B (DUOYIISIPHOM KaHaJjie TOJIOBKHM MaJlo0oepIio-
BOM KOCTH. DTOT KaHaJ SIBIISICTCSI CAMBIM PacIIpOCTpaHeH-
HBIM MECTOM KoMIipeccum Hepsa. Ilociie pasmeneHUS
OMH na noBepxHoctabit (ITMH) 1 riry6okuit (TMH)
Masnob6epLoBblii HepB I[IMH npoxoaut B 1aTtepajibHO 00-
JIACTH TOJIEHU MEXIY JUIMHHOK Majio0eplLOBOM MBIIIILIEH,
KOPOTKOI Majio0epLIOBOM MBIIILIEH 1 IJIMHHBIM pa3ruda-
TeJIeM ITaJIbLIEB CTOITBL. JIOCTUTHYB HYDKHEH TPETH TOJICHU,
HEepB IIPOXOIUT Yepe3 (PacIInio, Tae MOXKET IMOIBEPraThCs
komIipeccud [9]. Motopnsie BosjokHa [TMH nHHEpBUpPY-
0T [UTMHHYIO ¥ KOPOTKYIO MaJI00EPIIOBYIO MBIIIIIIEI, 4 CEH-
COpPHBIE BOJIOKHA — KOXY MePEeTHEHIKHE YaCTH TOJICHM,
TBIJIBHOM ITOBEPXHOCTU CTOITHI M manbleB. B 23—27 %
CJIy9aeB HEPB IIPOXOINT IT0 IepeaHEeH ITOBEPXHOCTH TOJIe-
HH, a He JaTepaJlbHO, 1 MHHEPBUPYET TaKKe IIMHHBIN
pasrubaTesb 00JbIIoro najbla cronsl [10, 11]. Mectom
kommnpeccun I'MH yaie Bcero siBisieTcsl mepeaqHuin Ta-
P3aJIBHBIN KaHaJ, pacloJIaralommniics MeXIy yaepKuBa-
TeJieM pa3rubaTesieit majablieB, JaIbeBUIHON U TApaHHOU
Koctamum [12].

KnuHuyeckas kapTuHa Heiponatuum obuwero

Mano6epuLoBoro Hepea u ero BeTBein

KnuHnyeckrie CMMOTOMBI KOMITPECCUM OOIIETO MaJIO-
0ep110BOro, NyOOKOro 1 MOBEPXHOCTHOTO MajlobepLiOBOrO
HepBoB pasznmmyatorcs. Heiiponmatus OMH nposBnsieTcs
CJ1a00CThIO NEPOHEATLHOM IPYMITbI MBI U HAPYILLIEHUEM
YyBCTBUTEJBbHOCTU Ha MepeaHeaTepaabHOMU MOBEPXHOCTHU
TOJIEHU U ThUJIbHOM MOBEPXHOCTU CTOTIBI.

Ha paHHMX cpokax KJIMHUYECKasi CAMIITOMATHKa Heli-
ponatuu [IMH MoxXeT BO3HMKATh TOJILKO MpU PU3NIEC-
koii Harpy3ke. [1pu Heitponiatuu I[IMH cuna pasrubareneii
00JILIIOTO Majiblia U CTOIBI HE U3MEHEHA, OAHAKO MOXET
MMETbh MECTO CJ1abOCTb B CTOTIE MpPU €€ MpoHauuu. Yame
BCEro HAOIIOAAETCS CHUXKEHUE WU UBMEHEHUE YYBCTBU-
TEJIbHOCTU Ha ThUIbHOU MOBEPXHOCTU CTOMBI U JIaTepaib-
HOW MOBEPXHOCTU TOJIEHU, TIEPBOM MEXITAJIbLIEBOM MPO-
CTPaHCTBE, a TakXe 00Jib MO MepeaHesaTepalibHON
TIOBEPXHOCTH TOJICHU Y ThIILHOI TIOBEPXHOCTH CTOTIHI [13].
Knunnyeckas kapruna Heiiponatuu 'MH B ocHoBHOM
MnpeacTaBieHa c/1laboCTbiO pa3rubaresieii CToIbl, JJTMHHO-
ro pazrubaresisi NajibLEB U OOJIBIIOTO Majblia, U KOPOTKO-
ro pasruoatesis najablieB. Takxke MOXeT HaboaaTbest 00J1b
B MepeaHel 4YacTh TroJE€HOCTOIMHOrO CcycTaBa, KOoTopas
YCUJIMBAETCS MPU (HPUBNYECKON aKTUBHOCTU M HOILIEHUU
TECHOI 0OyBMU.

OCHOBHOI1 XaJI000i1 IMTaIIMEHTOB C HeliponaTuel Ma-
JIOGEpIIOBOTrO HEpBa SBJSIETCS CIa00CTh B CTOIIE, €€ CBU-
CaHue TIpU X0Ab0€e, B pE3yJIbTaTe Yero MOX0AKa CTAHOBUTCS
HEYBEPEHHOM, BO3pacTaeT pUCK COTbIKAHUS U MaAeHUI.
CabocTh pa3rmbaTelieil CTOIBl W MabIeB IIPaBOM HOTHU
MOXET MeIIaTh MallMeHTy YIIPaBJIsiTh aBTOMOOMIIEM (3a-
TPYAHEH TEPEHOC CTOMbI C OJHOW MeAaau Ha APYrylo,
a TaKKe ynpaBJieHUe CLEMJIEHUEM NPY HAIMYUU MEXaHU-
yecKoi kopobku nepeaay). Eciu yenoBek B MOJIHOM Mepe
He OLleHMBAeT NMpo0beMy, 3TO OOCTOATEIbCTBO CO3AAET
YCIIOBUSI IJTsI aBapUITHBIX CUTYaInii Ha mopore. GyHKIINO-
HaJIbHbIE HAPYILIEHUS, CBSI3aHHBIE CO C1abOCThIO pa3rubda-
HUS CTOTIBI M MajblieB, MOTYT KacaTbCsl HEBO3MOXHOCTHU
YCKOPSTH IIaT U/ WIKd OeTaTh, 3aHUMATHCS CTIOPTOM.

Croitkoe OHeMeHe B 30HEe MHHEPBALIMY MaJI00epII0-
BOTO HEpBa CO3[1a€T HEMPUSITHBIE OLIYILLIEHUS, HO B 60Jb-
1€}l CTeNeHU NalMeHThl aKIIEHTUPYIOT BHUMaHUE Ha 60-
JIEBHEHHBIX MapecTe3nsix U 00J€BOM CUHIPOME.

AunarHoctuka

JlmarHOCTHKA TTAaTOJIOTMYECKUX U3MEHEHUI Majtooep-
IIOBOTO HEepBa OCHOBaHA Ha IMMOAPOOHOM cOOpe aHaMHe3a
¥ HEBPOJIOTMIECKOM OCMOTpE MallieHTa, a TAKKe HeHpo-
BU3YIM3AIIMOHHBIX U HEUPOPU3NOIOTHUISCKIX METOIAX
obcnemoBanus. KinmnAM4Ieckre posiBIICHUs HeiponaTuu
MaJI00epIIOBOrO HEpBa MOTYT MOSIBUTBLCSI HE Cpasy, a CIIyCTS
HEKOTOPOE BpeMsI ITOCTIe TPABMBI (CITYCTSI MECSIIIBI MIJTH Ja-
K€ TOMBI), 9TO TAKKe TPeOyeT MoIpoOHOTO paccmpoca Ia-
LeHTa Ha HaJlnuue TpaBM B aHamHe3e [14]. Ocoboe BHU-
MaHUe yaessercs npodeccuu manueHTa. Tak, TAaHIIOPHI,
CIIOPTCMEHBI, apTUCTHI 0ajieTa UMEIOT 00Jiee BHICOKUIA
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Puc. 1. Yasmpa3zsykosoe ucciedosanue marobepyo8o2o nepea Ha ypogHe 20108KU Man00epy080ii Mar06epyo6oili kocmu: a — Hopma. F — eonoska manrobep-
Y0801l Kocmu; 6 — CHUJICEHUe IX02eHHOCIMU MAN00epy08020 Hepea npu Komnpeccuu (YKasano cmpeaxoil)

Fig. 1. Ultrasound of the peroneal nerve at the level of the head of the fibula: a — normal. F — head of the fibula; 6 — decreased echogenicity of the peroneal

nerve during compression (pointing arrow)
a

Tesblii peroneus / |
Left peroneus 1

Tonexocron — EDB / Ankle — EDB | _'r/‘ .
SmB/A3 M/ / SmV/D3ms/D T o

Huxe fibula — EDB / Lower
fibula — EDB
5mB/D3mc/B/ 5 mV/D3 ms/D

MoaxonenHan amka — EDB /
Popliteal space — EDB i T v
5mB/A3mc/L/ 5mV/D 3 ms/D . .

6

Mpasbiii peroneus /
Right peroneus

Toneocton — EDB / Ankle — EDB J : :
2MB/ASMAD/2mV/DSms/D Jemad v s hi v e o e

Huse fibula — EDB / : :
Lower fibula — EDB
2mB/A5mc/D /2mV/D 5 ms/D

MoaKoneHas Amka — EDB /
Popliteal space - EDB

Puc. 2. Daexmponeipomuocpadus marobepyogoeo Hepea 6 Hopme (a) u npu Komnpeccuu 6 gubyasiprom kanaie (6). Cmpeaxoi ykazan 610K npogedenus

Fig. 2. Electroneuromyography of the peroneal nerve in normal condition (a) and with compression at the level of the fibular canal (6). Pointing arrow —

conduction block

PUCK pa3BUTHSI HEMPOIIaTUI MaJIOOEPIIOBOTO HEPBa BCIICI -
CTBUE YACTHIX TPABM M PACTSKEHUS MBIIIIIIL M CBA30K [2].
HeBposorndeckunii ocMOTp BKIIIOYAaeT MaHyaJIbHOE
TECTUPOBAHNE MBIIIICYHOM CHITBI (TECTOBOM SIBJISIETCS XOMb0a
Ha IIITKaX), OIICHKY 00JICBOI TyBCTBUTEIbHOCTH, TAKTUIIb-
HOI1, TeMIlepaTypHOU 1 BUOPAIIMOHHOM IyBCTBUTEIIHBHO-
CTU, pedieKCoB, NajbIal1Io CTBOJIA HEPBA C BbISIBJICHUEM
HaJIMIWS WA OTCYTCTBUS cUMIITOMa TrHeJs.
Vabrpa3ByKOBOE MCClIeqoBaHue (prc. 1) 1 MarHUTHO-
pe3oHaHCHas Heliporpadus Ha3HaYaloTCs 1Tl 0oJiee TOU-
HOTO BBISIBJICHHSI 30HBI KOMIIPECCUU HepBa, OLIECHKU CO-
CTOSTHUS OKPYXAIOIMNX TKaHeU (Haaudme oCTeO(PUTOB,
TUTPOM M JIp.), a TAaKKe IIPU HEHPOXUPYPTrUIECKOM TTOATO-
ToBKe nanuenTa [10]. B HeKOoTOpBIX cy4yastX BBITTOJTHSET-
Csl IMarHOCTAYECKas OJ0Kaga HepBa ¢ MECTHBIMM aHe-
CTEeTUKAMU IS 00Jiee ITOTHOTO MIOHUMAHMSI CEHCOPHOMU
WHHEPBAIINHU 1 OTIPeIeICHIST HAIMYMS JOTIOJTHUTETbHBIX
ceHcopHbix BetBeli [IMH, KkoTopyro peKoMeHI0BaHO MPo-
BOJUTD ITOJI, YIBTPA3BYKOBLIM KOoHTposieM [14]. B xonme mo-

00cIenoBaHMST TPEOYETCS MCKITIOUEHNE TTOJTMHEBPUTH-
YECKOI'0 YPOBHS IOPaXKEHUSI HEPBOB, YTO BBISIBIISIETCS
C IIOMOIIIbIO HEBPOJOTMYECKOTO OCMOTPA U 3JIEKTPOHEM -
poMurorpachnIecKoro nucciieqoBaHus (puc. 2).

NuddepeHumnanbHas AUArHOCTUKA

B ciygae octpo Bo3HUKIIIEH cuMOTOMAaTUKA qudde-
peHLIMAIbHAS TMAaTHOCTHKA ITPOBOIUTCS C PAIUKYJIOIIATH -
eit L5-kopertka, IeKcoIaTrei MOsICHIYHOTO CILICTeHUS,
TTOpaxkeHNEM CeTAIMIITHOTO HepBa. TaksKe NCKITIOUaroTCs
nopaxkenne 'MH u opTonenmaeckast mpodiema (HaIrpu-
MEp, pa3pbiB CYXOXWJIMI) TpU cl1abocTu pa3rudareseit
CTOITBI 1 OTCYTCTBUU YyBCTBUTEIBHBIX HAPYIICHMIA.

[Ipu mocTenieHHOM Pa3BUTHU CUMIITOMOB TpeOyeTCs
npoBeaeHue AMdpGepeHMabHOIO AMarHo3a Mexay pa-
IuKyaonatueil LS-kopelka, ImieKconaTueii osICHUIHO-
TO CIUIETCHUsI, TIOpaXkKeHNEM CEeHaINIITHOTO HEPBa, TIopa-
JKEHHEeM MaJIo0epIIOBOTO HepBa IIPH ITOIMHEHPOITaTHN MITH
MHOXECTBEHHOIT MOHOHelpomnaTuu. B ciygae orcyreTBust
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OcTpoe pa3Butre cnabocTun pasrubatenen cronbl / Acute
development of foot extensor weakness

/\

EcTb uyBCTBUTENIbHBIE
HapylueHus / There are sensory HapyweHwun / No sensory
impairment impairment

l l

- Helponatus rny6okoro
Manob6epLoBoro Hepga /
Neuropathy of the deep
peroneal nerve

Het YyBCTBUTEJIbHbIX

» Heiponatua obuiero
ManobepLoBoro Hepga /
Neuropathy of the common

peroneal nerve « Pagukynonatua L5 /
« Pagukynonatua L5 / Radiculopathy L5
Radiculopathy L5 « [opaxeHue LeHTpasbHO

« [nekconaTus NOACHNYHOrO
cnnetenna / Plexopathy
of the lumbar plexus

» Heiponatua ceganuwHoro
HepBa / Neuropathy of the
sciatic nerve

HEpPBHOW cuctemsl / Lesion
of central nervous system

- OpToneguyeckan natonoruns
(Hanpumep, pa3pbiB
cyxoxunuin) / Orthopedic
pathology (e. g., tendon
rupture)

MepneHHoe pa3BuTtre cnabocTn pasrubatenei ctonbl /
Slow development of foot extensor weakness

A//////A\\\\\\i

EcTb uyBCTBUTENBHbIE
HapyLeHws / There are sensory HapyLweHun / No sensory
impairment impairment

l l

« MoparkeHne ManobepLoBOro
HepBa Npv NoNMHeNnponaTnm
/ Peroneal nerve injury in
polyneuropathy

« MHOXecTBeHHasn
MOHOHeliponaTunsa /

Multiple mononeuropathy

- Pagukynonatua L5 /
Radiculopathy L5

« [nekconaTna NOACHNYHOFO
cnnetenus / Plexopathy

Het YyBCTBUTEJIbHbIX

« Papukynonatus L5 /
Radiculopathy L5

» MynbtdokanbHas
MOTOpHas HeriponaTusa /
Multifocal motor neuropathy

- [lopaxeHue LieHTpanbHO
HepBHOW cuctembl / Lesion
of central nervous system

- bokoBol amnoTpodUlecknn
cknepos / Amyotrophic lateral

of the lumbar plexus sclerosis
7 » « MuotoHum / Myotonia
+ Henponatusa cepganuiyHoro - MAoHCTpOGwn /
Hepga / Neuropathy of the Myodystrophy

sciatic nerve

Puc. 3. Areopumm dugppeperyuanvhoii duasHocmuku npu 0CmMpom U NOCMeNneHHOM pa3eumuy 00HOCMOPOHHel crabocmu paseubameneti Cmonbvl

Fig. 3. Algorithm for differential diagnosis in acute and slow development of unilateral weakness of the foot extensor

YYBCTBUTEIBHBIX HAPYIIeHNH B 1 depeHInaNIbHbIN T1e-
peuyeHb BXOAIT 00JI€3HU LIEHTPAIbHOM HEPBHOM CUCTEMBI,
GOKOBOIM aMUOTPOMUUECKUI CKIIEPO3, MYIETU(hOKATbHAS
MOTOpHAsT HeHponaTusi, MUOTOHMSI, MUOAUCTpoGuH (prc. 3).

JleyeHue

JleueHne moBpexIeHNI Ma00epIIOBOTO HEpBa 3aBH-
CHUT OT 3THOJIOTHH U TSLKECTH CUMITTOMOB. I1pu oTcyTcTBIMI
Tepanuun U COXpaHCHUH MIOBPEXKICHUS HepBa KIIMHIIECKIE
MIPOSIBJICHUS MOTYT HapacTaTh 1 IMIPUBECTHU K IUIETUH Pa3-
rudaTeieil CTOIIHI.

Koncepsatusnoe jedenne. [TorHOe MM 4acTUIHOE
BOCCTaHOBJICHNE (DYHKITMHM HEpBa YaCTO HACTYITAeT CITIOHTaH-
HO B TeYeHME BpeMeHH, ogHako B 30—35 % cityyaeB coxpa-
HsIeTCsT c71aboCTh pasrudaresneit crorbl. HaunHaTh leyeHme
PEKOMEHIOBAHO C KOHCEPBAaTUBHOM TEpaIT, BKITFOUAIOIIICH
HaOJIIOIeHNE 32 TeUCHHEM 3a00JIeBaHMS, MOIU(DUKAIIIIO
oOpasa XKM3HU, OrpaHMICHHUE 103, TIPOBOLIUPYIOIINX KOM-
MIPECCHI0, M3MEHEHNE BUIOB IESITEIbHOCTH, KOTOPHIE MOTYT
MIPUBOAMTD K TpaBMaTU3aLuu Hepsa [6, 15]. 11 yMeHbILeHyst
pUCKa IMageHU BBUIY CJIA00OCTH TEPOHEATTBHOM TPYIIITHI
MBI peKOMEHIYETCSI HOCUTh YIOOHYIO JIETKYIO HECKOJIB3SI-
IIIYIO 00YBB, 3KeJIaTeJIbHO BEICOKYIO ((DMKCHPYIOIIYIO TOJIEHO-
CTOITHBII CYCTaB), ¥ BpEMEHHO BO3IEPXKATHCS OT BOXKICHUS
aBroMo0OuJs1. I1pu Gosiee BrIpaskeHHBIX Mape3ax MpeArnouT-
TEJILHO MCITOJTE30BATh OPTE3bI, TTPEIOTBPAILAIOIIIE Ype3Mep-
HOE CBUCaHUE CTOIThI TIpH Xonboe [9].

[1aBHOE MeCTO B peadMIMTAIINU TTAIleHTOB C KIJIM-
HUYECKO KapTMHOM BBIPAKEHHOTO ITape3a WU TUIeTur
pasrubareseil CTONBI 3aHNMAET OPTE3NPOBAHME TOJICHO-

CTOITHOTO CyCTaBa JUISI IPEOOTBPAIICHUS IINTEIBHOTO
pacTsDKeHUSI MapeTUYHBIX MBIIIII, (POpMUPOBaHMS CTHOA-
TEIBbHOM KOHTPAKTYPhl M SKBMHOBAPYCHOM IehopMau
crombl. OpTomeanYecKre MEPOIIPUSITAST BKIIIOYAIOT MC-
TOJIb30BaHME CTEICK-IIPOHATOPOB TSI OOYBY ITPY M30JIH -
poBaHHOM moBpexaeHuu [ITMH wiau rojeHocTOnHOro
opte3a rpu nospexxnean OMH i TMH, commpoBoxna-
JOIIEMCS CJTA00CTBIO THIJIBHOTO CTUOaHMs CTOITHI [16].

IIpu coxpaHHOM TBITLHOM CTHOAHMH CTOIIBI PEKOMEH-
IyeTcsl KMHe3MOTepaIusl ISl YKPEIUICHUS ITapeTUIHBIX
MbIil. B ciydae murernm pasrudaresieil CTOMIBI ClemyeT
HCIIOJIb30BaTh MUOCTUMYJISIIIUIO TTAPETUYHBIX MBIIIIII,
YIpaKHEHUS Ha PACTSKKY IJISI COXpAHEHUsI TIOJTHOTO 00b-
eMa IBIDKCHUM B TOJICHOCTOITHOM CyCTaBe. 3aBepIlIeHUe
peabMIIMTALIMOHHOTO JIEYEHUST BO3MOXHO MPU MaKCUMaJlb-
HOM BOCCTaHOBJIEHUM JABUTaTEIbHBIX (DYHKIIMI CTOTBI.
Takke Ha Bcex 3Tamax BOCCTAaHOBUTEJIBHOIO ITpoliecca
MOKa3aHO CAaHATOPHO-KYPOPTHOE JieueHue [16].

OmHMM U3 aJIBTePHATUBHBIX METONOB KOHCEPBATHUB-
HOTO JICUYCHMS SABJISICTCS TUAPOIUCCEKIINS WIN OJ0Kaza,
KOTOpas MOApPa3yMeBaeT IMof coO0M BBEACHUE pacTBOpa
BOKPYT HepBa IO YJIBTPa3BYKOBBIM KOHTPOJIEM TSI CHU-
JKEHMSI TaBJICHUST Ha HEPB OKPYXKAIOIINX TKaHeil. PacTBop
MOKeT BKITIOYAaTh MECTHBIC aHECTETUKH, CTEPOMIbI, (PHU3HO-
JIOTM4eCKMI pacTBop U 1a3my [17]. B nuteparype onmcaHbl
KJIMHUYECKHE CITydaud YMEHBIIICHMST O0JIEBOTO CHHIPOMA
¥ OHEMEHMUS, a TAKKe HApaCTAHMS CHUTBI MBIIIIIIBI TIOCITE BBE-
JIEHWSI paCTBOPA MECTHBIX aHECTETUKOB C IIIIOKOKOPTUKOCTE-
ponnamu [18]. HecMoTps Ha TO, 4TO OITyOIMKOBaHHBIE KITA-
HUYECKHUE CIlydad HEMHOTOUYMCICHHBI M YOCeIUTCIbHOM
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JIOKa3aTeIbHOM 0a3bl M0 CUX IOP HET, MHOTME aBTOPHI
paccMaTpUBaAlOT BO3MOXKHBIM IOJTOXUTEIBHBIN 3¢ GeKT
OT BBEICHHUS TIIIOKOKOPTUKOCTEPOMIOB B KAYECTBE OJIOKA-
IIBI, OCHOBBIBASICh HA TOJIOXXUTEILHOM OITBITE JAHHOTO
BHUA Tepalluy IIPU TYHHEJIbHBIX HEUPOIIATUSIX BEpXHEU
KoHeyHocTH [17, 18].

Oco0BIif HTEPEC BBI3BIBACT MOMIEPXKUBAIOIIAS MEIH -
KaMeHTO3HasI Teparusi. Tak, MHOTHE POCCUMCKHE NCCTIe-
JIOBaHUSA TTOKa3aau 3(P(HEeKTUBHOCTh NITMAAKPUHA TIPH Jie-
YEeHUU MOHO- W IIOJIMHEWpomaTuii, paauKyJOIIaTUU
W IPYTHX HEBPOJIOTUYECKUX HapyineHuit. [1o MexaHU3My
IIEeCTBYSI UTTMIAKPYH SIBJISICTCSI THTUOMTOPOM XOJIMHACTE-
pa3ssl. Ilpemapar 3apernctpupoBaH B Poccun mon Topro-
BBIM Ha3BaHUeM HelipoMUIMH 1 peKOMEHIIOBAH K IIPUEMY
c 18 net.

OcHoBaHmneM 15T Ha3HadueHUs nnunakpuHa (Heiipo-
MMIWHA) TS JICYCHUS] HEIPOIIATUH SIBJISIIOTCST PE3YIIBTaThI
HECKOJIbKIX KIIMHIYECKUX UCCIICIOBAHWIA, OITyOIMKOBaH-
HBIX B OTe4eCcTBeHHOI nTeparype. B 2012 . 66110 TTpOBE-
IIEHO MCCIIeI0BaHNe BIUSHMS Tepanun HeiipomuamHOM
Ha YMEHBIIIeHEe CUMIITOMOB TP MOHOHEHPOMATHSIX,
B KOoTOopoe ObUT0 BKIoUueHO 35 mamueHToB [20]. ¥V Bcex
MMAIlMeHTOB OTMEYAIOCh CTATUCTUICCKI 3HAYMMOE CHHU-
XKeHHre 00JI1, KOTopasi OLICHUBAJIACh C TIOMOIIBIO BU3Yallb-
HOM aHaJIOTOBO# mKankl, — ¢ 23,2 1o 12 6amnos. Takxke
Ha (DOHe Tepalliy 3apeTuCTPUPOBAHBI YBEIMICHNE 00beMa
AKTUBHBIX 1 TTACCUBHBIX IBMKCHUI B KOHEYHOCTH Ha CTO-
PpOHE MOpaKeHMSI, YMEHbBIIICHIE BEIPAKEHHOCTH YYBCTBH-
TeJIbHBIX HapymeHui. [TomoxuTenpHass KIMHHUYECKAS
IWHAMWKa ITOATBEePXIalach YAyYIIeHHEM I10 JaHHBIM

58,11

45,89

74 % 72%

16,50

11,74

MayneHTbl
C MOHOHelponatuamu / Patients
with mononeuropathy

MaumeHTsbI
¢ pagukynonatuamm /
Patients with radiculopathy

Puc. 4. /lunamura 6oseso2o cundpoma na gone mepanuu unuoaxpurom [21]

Fig. 4. Dynamics of pain syndrome during therapy with ipidacrine [21]

B [o neveHus / Before treatment

BJIEKTPOHEHPOMHUOTPADUIECKOTO NCCIeIOBAHUS TIPOBO-
Jsieit GyHKUIMKY HepBa B IMHAMUKE: TOCTOBEPHO YBEIM-
YUJIMCh aMIUTATYIa M-BOJIHBI ¥ CKOPOCTH PacIIpoCTpaHe-
HUS BO30YXneHMsI 1o HepBy [20].

B 2019 1. B apyroM mcciaemoBaHUM, BKIIOYABIIEM
6330 naimeHTOB, ObLIO MOKA3aHO BIUSHUE TEPAIMU UIIU-
JMAKPUHOM Ha YIydJIIeHUEe COCTOSTHUS IIPY MOHO- M TIOJIH -
HelpomnaTusX, a TaKKe Mpu pagukynonatusx [21]. TTamu-
eHTBI OBLTH pa3mesicHBl Ha 4 TPYNIIBl B 3aBUCMMOCTH OT
HEBPOJIOTMIECKOTO CHHAPOMA: TTOJTMHEHPOIIATHH, Paln-
KyJIONATUX, HEBPaJITUM/HEBPUT M MOHOHEHPOITATHUM.
B nocnenHI0O0 TpyIIITY (MOHOHEHPOIIATHIA) OBUIM BKITIOUE-
HBI TTAIIUEHTHI ¢ (UOYIIPHBIM TYHHEJIBHBIM CHHIPOMOM.
[MpoBomunack KOMOMHMPOBAHHAS TePaITHs: MHbEKITNOH-
Has B TedeHne 10 gHel ¢ MOCIeAYIOIINM IIPUeMOM TabJIe-
TUPOBaHHOM (hopMHBI TipenapaTta B TedeHne 20—30 gHeit
B 103e 20—60 mr/cyt (1—3 Ta6i1). YMeHblIeHUE BhIPaKEH-
HOCTH CEHCOPHBIX HapyIIeHU OBLIO BEISIBICHO BO BCEX
IpyIiax, OOMHAKO HamboJjiee BBIpaXXeHHAs OWHAMMKAa
(yMeHbllIeHe 4yBCTBUTEIbHBIX HapylleHuil Ha 68 %
OT MICXOIHOTO YPOBHST) OTMEUEHA B TPYIIIIE ITALIMEHTOB C pa-
JIVKYJIOTIATUSIMK. YITyqIIIEHNe TBUTATETFHOM (DYHKIINH ObI-
JIO TaKKe 3aperMCTPUPOBAHO BO BCEX TPYIITIAX MAIIMEHTOB,
IIpY 3TOM HanboJIee BeIpaXkeHHass TMHAMMUKA TIpeodiagasa
B IpyIIIe MalMeHTOB ¢ MOHOHelponaTrsamu [21]. OtaenbsHoe
BHUMaHUE OBIJIO YIEICHO N3YICHUIO BIIMSTHISI TePATTN UITH -
JTAaKpUHOM Ha 6oseBoit cmHapoM. Ha ¢poHe Tepanuu y Bceit
KOTOPTHI MAIIMEHTOB 0OJICBOM CMHAPOM B CPeOHEM YMEHB-
mmics Ha 69 %, onHako HaubosIee BEIPAXKEHHOE YiIydllieHue
OTMEYAJIOCh B TPYMITe MAIIMEHTOB ¢ MOHOHEHPOATUIMU

Mocne neuexunsa / After treatment

53,52
| 70% 47,38 62 %
17,81
15,96
MaumeHTbl C HeBpanruamm/ MNaumneHTbl

HesBpuTtamu / Patients
with neuralgia/neuritis

¢ nonvHenponatuamm /
Patients with polyneuropathy
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(YMeHbllIeHUE BhIpaXXeHHOCTH 0011 Ha 74 %) U B IpyIlIie
MaLKUeHTOB ¢ pagukynonatusmu (Ha 72 %). Takum obpa-
30M, TaHHOE MCCIIeI0BaHNE TTPOIEMOHCTPUPOBAIIO BIIHSI-
HMe Tepanuy HelipoMranHOM Ha YMEHBIIICHUE CEHCOPHBIX
HapyIIeHWI 1 00N, a TaKKe YIydIIeHNe IBUTATeIbHOM
(GyHKIIMY y MTAIIMEeHTOB ¢ MOHOHEeporaTusiMu [21] (puc. 4).
Taxkum o6pazomM, BKroueHre HeiipoMuoyHa B cxemy JieueHUsT
HeponaThy MaJo0epIIoBOro HepBa MOXKET MOBBICUTD (-
(beKTUBHOCTD Tepanmuy M YMEHBIIIUTb CPOKHA BOCCTAHOBH-
TeJIbHOTO TTepriona. B Poccum mipertapar BXOOWT B CTaHIAPTHI
JledeHUsI OoJre3Hel TeprudepruecKoii HEpBHON CHUCTEMBI,
BKJTIOYAs MOHOHEelporatuu [22].

MaJjionHBa3uBHOE XHPYprudeckoe jJevenne. [1pu Heitpo-
ITaTUH TTIOBEPXHOCTHOTO MaJIOOEPIIOBOTO HEPBA MIJIsT YMEHb-
IIeHUSI HeHPOIMaTUIeCKOTO OOJIEBOTO CMHIPOMA MOXKET
MIPUMEHSITBCS UPECKOKHASI CTUMYJISILIMS HEpBa. DJIEKTPO-
bl UMIUTAaHTUPYIOTCSI B 00JIACTH HepBa IMPOKCUMAJIbHEE
JIaTepasibHOM JTOMBKKY. MICITOIb30BaHMe YIBTPa3ByKOBO-
T'0 KOHTPOJISI MHTPAOTIEPAIIIOHHO YBEININBAET TOYHOCTD
YCTaHOBKY 3JIEKTpoAOB [23, 24].

Xupypruvyeckoe jevyenue. [Ipu xommpeccun OMH
B ciiydyae Hea(hGEeKTUBHOCTH KOHCEPBATUBHOM TepaItnu
WX IPY BEIPAXXKEHHOM HEBPOJIOTUYECKOM HAe(UIIUTE XM~
pyprudeckasi JeKOMIIPeCCHsI SIBJISIETCSI OCHOBHBIM METOIOM
neyeHus [25]. JexoMIipeccuio HEpBa MPOBOAAT ITyTEM
paccedyeHMS 2 coeB pacimm, OKpyXKaroliell HepB, ITPOK-
CHMAaJIbHO M IVICTAJIBHO IT0 OTHOIIIEHUIO K TOJIOBKE MaJIO-
0epII0BOIT KOCTH, TII¢ YaIlle BCETO IIPOMCXOINT CIABICHUE
[23, 26]. Bo BpeMsI XMpyprudeckoro BMeIIaTeIbCTBa O0bIY-
HO HE MCITOJIB3YIOTCSI CeaTUBHBIC MpelapaThl, IIO3TOMY
W3MEHEHNEe CUMIITOMOB BO3MOXXHO KOHTPOJIMPOBATh NH-
TpaoIlepallnOHHO TIPH OOIIEHNH C IMareHToM [27].

IIpu xomnpeccun 'MH Ha ypoBHe NepeaHEro MbI-
IIEYHOTO JIOKA TOJICHW PacCMaTPUBACTCSI XUPYPIrUIECKOe
JICYeHNE OTKPHITBIM WA apTPOCKOIMMICCKUM JTOCTYIIOM.
XupyprudecKuii Moaxo BKIIIOUaeT pa3pe3 Ha ThUIBHOMU
MOBEPXHOCTU CTOMBI U BHICBOOOXIEHWE HEPBA B 00J1aCTU
HIDKHETO yaepKuBaTesisl pasrubareneii [28].

ITpu Hea(GHEKTUBHOCTA KOHCEPBATUBHOTO JICUCHMST
B CpeiHeM B TeueHue 6—12 Mec Win paHee IIPU BhIPaskeH-
HOM HEBPOJIOTUIECKOM AeUITNTE, a TAKKe ITpH HeaddheK-
TUBHOCTH JIEKOMIIPECCHU WIM TpaBME Majlo0epIIOBOTO
HepBa pacCMaTpuBaeTCs IPOBeICcHNE TUIAaCTUKM HEepBa.
B 2018 1. OBLT BEIMOJIHEH MeTaaHaJIN3 MyOIUKaLNiA U UC-
ClIeOBaHWI, TTOCBAIIEHHBIX TJIACTUKE MaJIOo0epIIOBOTO
HepBa npu ero komimpeccuu [29]. CpemHmii Bo3pact

MaLKMeHTOB cocTaBui 36,1 roga, cpeaHee BpeMsi 10 IIpOBe-
JeHUS orepauuu — 6,3 Mec, cpefHee BpeMst HaOJII0Ae HUsI
3a TalMeHTaMH TTocjie orepanmu — 19 mec. B kagecTBe mo-
HOpa ObLT BEIOpaH 00/1bIIe0ePLIOBBII HEPB WJIM BETBU I10-
BEpPXHOCTHOTO MayiobepmoBoro HepBa. McciaenoBaHus,
BKJTIOUCHHEBIC B ME€TaaHAIN3, IIOKA3aI1 pa3HbIe pe3yJibTa-
THL. B cpemHeM cujia TBITBHBIX CTUOATENICi CTOIBI YBEIM -
yutack Ha 0,8—3,3 6amma ipu oueHke o mkaire MRCss
[29].

HpyruM BUOOM XMPYPTHIECKOTO JICUCHUS SIBIISICTCS
repecanka cyxoxwinii. [1pn HeiiponnaTuu Majao0epIoBo-
TO HepBa 3aIHIOI0 OOJIBIIICOEPIIOBYIO MBIIIITY TIEPEMEIIAl0OT
yepe3 MeXXKOCTHYIO MeMOpaHy 1 (PUKCUPYIOT K KITMHOBH/I -
Hoii kocTtH ctombl [30]. OmHaKo TeXHUKA MepecagKil MOXET
BapbUpPOBATh B 3aBUCUMOCTHU OT ciadboctu Mbimir [30].
BceM matimeHTaM IocJie rmepecagky CyXOXIHS peKOMEH-
JIOBAaHO HOCHUTh UMMOOMJIU3UPYIOIINI OpTe3 WU TUIICO-
BYIO TIOBSI3KY B T€UCHUE 2 HeJl C TTOCIICAYIONTNM HOIIICHH-
€M KOPOTKOI TMIICOBOM TTOBS3KM B TeueHue 6 Hex [31].

Elte omHIM METOIOM XMPYPTAISCKOTO JICUCHUS Clla-
0OCTH THUTbHBIX CTHOATEICH CTOITHI, B TOM YHCJIC BCJICICTBHC
TTOopaxkeHUsI MaJIoOePIIOBOrO HEpBa, SIBJISIETCS apTpoIe3
TOJICHOCTOITHOTO cycTaBa. CyThb BMEIIATEILCTBA COCTOUT
B 00€CITeUeHNN CTaOMIBHOCTH TOJICHOCTOITHOTO CYyCTaBa,
a TIePeHOC CYXOXIWUIHS 3adHEeH OOJIbIIeOePIIOBOI MBITIIIIEI
(1m0 meTomy JlamOpuHYIHM) 00ecTIeurBaeT AKTUBHOE THLTb-
HOe cTOaHNe MapeTUIHOM CTOMbI Tpu XoAasoe [32].

3aknueHue

Hetiponatust Mamo6epIioBoro Hepba SIBIISICTCS 3-i 1o yac-
TOTE Cpelu BCeX MOHOHeUWponaTuii mocijie Heiponatuu
CPEAVMHHOTO U JJOKTEBOTO HEPBOB M MPU 3TOM CaMoii ya-
CTOM Helipomnatueil HIXXKHUX KoHeuHocTel. Kommpeccust
MaJIoOEPLIOBOIO HEPBA Yallle BCEro MPOXCXOAUT Ha YPOBHE
TOJIOBKY MaJIOOEPLIOBOTO KOCTH, HO TaKXKe€ MOXET BO3HU-
KaTb B 00J1aCTH TOJIEHU, JIONbIXKKKW WK Ha cTorie. Tepanueit
1-i1 TMHUU SBASIETCS HE XMPYPTrUYECKOE JIeYeHUE, A UMEH-
HO MoamduKamms odpa3a XN3HU, N30eTaHNe MaTOJIOTH -
YeCKUX KOMITIPUMUPYIOIIMX 1103, OPTE3UPOBAHME TOJIEHO-
CTOMHOTO CyCTaBa, Je4eHUe HECTAOUIbHOCTU KOJIEHHOTO
cycTaBa MpU BbISIBJIEHWU, KWUHE3UOTEpanusi, HeipomeTa-
OosiMyecKasi Tepanusi C MCIoJb30BaHUEM aHTUXOJUHACTE-
pasHbIx TiperraparoB (Heipomumnn). [1pu HeahdekTHB-
HOCTHM KOHCEPBATUBHOTO JIEUEHUS] PEKOMEHIOBAHO
XUPYPruuecKoe JIeueHue, a TakKe OpTOINeInYecKrue BMe-
11aTeabCTBA.
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CnuHanbHas MbiweYyHas atpo¢us y B3pOoCabIx:
npo6aemMbl paHHei ANArHOCTUKM

0. A. IlImumoxkosa, C.H. Miapuomkux

DI'BHY «Hayunuiii uenmp neeponoeuu»; Poccus, 125367 Mockea, Boaokoramckoe wocce, 80
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BBepeHue. CnuHanbHas mblweyHas atpodus (CMA), cuenneHHas ¢ XxpOMOCOMOIA 5@, — ayTOCOMHO-PELLECCUBHOE HEPBHO-
MbllweyHoe 3abonesaHue, obycnosneHHoe mytauueit reHa SMN1. OtHocuTensHo 6onee pepgkue dopmbl CMA ¢ geblotom
BO B3pPOC/IOM BO3PACTE BbI3bIBAKOT 3HAYUTENbHbIE LUArHOCTUYECKMUE TPYAHOCTM W NMPUBOAAT K BbIPAXEHHON 3afiepiKe
NOCTaHOBKM AnarHo3a. [loctynHas natoreHeTuyeckas Tepanus CMA okasbiBaeT Hanbonbluil 3 ekt npu 6onee paHHeM
Hauase JieyeHus, NO3ITOMY CBOEBPEMEHHAs AUArHOCTMKA O0NE3HU 3HAYUTENLHO YyULaeT 06LWMiA NPOTHO3.

Llenb uccnepoBaHma — oLeHUTb OCOBEHHOCTU AMArHOCTMKMU B3pocnoit opmbl CMA 1 06061WMTE NEPBLI OMbIT TaKOM
ANarHOCTUKU Y POCCUIACKNX NALMUEHTOB.

Martepuanel u meTopabl. [poaHann3nMpoBaHbl apxMBHble MEAULMHCKWE faHHble 50 B3pocnbix naumeHTos ¢ CMA, KOHCynb-
TUpoBaHHbIX B PTBHY «HayuHbiit LeHTp HeBponorumn» (r. Mocksa).

Pesynbrarbl. [poaHanuanpoBaHbl faHHble naumeHtoB ¢ CMA tuna 2 (n = 26), Tuna 3 (n = 21) u Tuna 4 (n = 3). Bpems
3a/iePKKM NOCTaHOBKYM AnarHo3a npu CMA Tuna 2 coctasnset 35 (0-270) mec, npu CMA Tuna 3 n 4 — 108 (0-408) mec.
[narxo3 CMA 6bin nepBbiM anarHo3zom npu CMA tuna 2 8 69 % cnyyaes, npu CMA Tuna 3 u 4 — 8 29 % cnydaes. Hanbonee
YacTbiM NepBbIM AWarHo3oM y nauueHToB ¢ CMA aBnsietcs Muonatns — 52 % BCex Cy4aeB C OWMUOOYHLIM [MArHO30M.
OtmeyeHa HebonNbLIAA YAaCTOTa MCNONb30BAHWA UTObYATOI 3NeKTpoMUorpaduu B npouecce auarHocTukm (1/3 cnyyaes);
B C/TyYasnx ee UCMOoNb30BaAHMA 3TO He YCKOPANO NOCTaHOBKY BEPHOMO AMarHo3a. AKTMBHOCTb KpeaTuH(OCHOKMHA3bI YacTo
nosblweHa y naumeHtos ¢ CMA Tuna 3 u 4 no cpasHenuto ¢ CMA tuna 2 (p <0,05).

BbiBoAbI. [1n5 yMeHblIEHUA CPOKOB 3aA€PIKKM NOCTAaHOBKM NpaBuibHOro AnarHosa CMA u 6onee paHHero Hayana naro-
reHeTUYecKoi Tepanum Heob6Xo[MMbl NOBbILIEHUE UHBOPMUPOBAHHOCTH CNELMANUCTOB 06 0COBEHHOCTAX AMUArHOCTUKM
3a601€BaHUA U aKLEHTUPOBAHUE UX BHUMAHWSA HA aNbTepPHATUBHbIX OLIMGOYHbBIX AMArHO3aX, KOTOPble MOTYT KMACKUPOBATb»
CMA y B3pocnibix nauueHToB. KntoueBbiM MeTogoM NoATBepKAEHUA AnarHo3a asnserca JHK-tectupoBsaHue.

KnioueBble cnoBa: cnmHanbHas mbllweyHas atpodus, SMN1, anarHoctuka, auddepeHLnanbHbIi AUarHos3

Ins uutupoBanusa: Wnunokosa K.A., Unnapuowkun C.H. CnuHanbHas MblweyHas atpotdus y B3poCabiX: Npobnems
paHHeil AMarHocTuku. HepBHo-mblweyHble 6onesnn 2022;12(4):37—-45. DOI: 10.17650/2222-8721-2022-12-4-37-45

Adult spinal muscular atrophy: problems of early diagnosis
Yu.A. Shpilyukova, S.N. Illarioshkin
Research Center of Neurology; 80 Volokolamskoe Shosse, Moscow 125367, Russia
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Background. Spinal muscular atrophy (SMA) associated with chromosome 5q is an autosomal recessive neuromuscular
disease caused by a mutation in the SMNI gene. Adult forms of SMA are relatively rarer and associated with significant
diagnostic difficulties and pronounced delay in diagnosis. The available pathogenetic therapy for SMA has the greatest
effect with an earlier start of treatment, so timely diagnosis of the disease significantly improves the overall prognosis.
Aim. To evaluate the features of diagnosis of the adult SMA and summarize the first experience of such diagnosis in
Russian patients.

Materials and methods. We analyzed the archived medical records of 50 adult patients with SMA consulted at the Re-
search Center of Neurology (Moscow).

Results. The data of patients with SMA type 2 (n = 26), SMA type 3 (n = 21), SMA type 4 (n = 3) were analyzed. The delay
time for diagnosis in SMA type 2 is 35 (0-270) months, with SMA types 3 and 4 — 108 (0-408) months. The diagnosis
of SMA was the first diagnosis in SMA type 2 in 69 % of cases, in SMA types 3 and 4 in 29 % of cases. The most common
first diagnosis in patients with SMA is myopathy, accounting for 52 % of all misdiagnosed cases. A small percentage
of the use of needle electromyography in the diagnostic process was noted (1/3 of cases); in cases of its use, this did
not accelerate the correct diagnosis. Creatine phosphokinase activity is often elevated in patients with SMA types 3
and 4 compared with SMA type 2 (p <0.05).
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Conclusions. To reduce the delay in the correct diagnosis of SMA and earlier initiation of pathogenetic therapy, it is
necessary to increase the awareness of specialists about the features of diagnosis the disease and focus on alternative
erroneous diagnoses, among which adult patients with SMA may “hide”. The key to confirming the diagnosis is DNA

testing.

Keywords: spinal muscular atrophy, SMN1, diagnosis, differential diagnosis
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BeepeHune

AyTOCOMHO-peIeCCUBHASI CIIUHAJIBHAS MBIIICYHAS
arpodpust (CMA), crierieHHas ¢ XpOMOCOMO# 5q, — op-
¢aHHOE HEPBHO-MBIIIIEYHOE 3a00JIeBaHNE, OOYCIIOBICHHOE
MyTanussmMu reHa SMN1 (Survival Motor Neuron — reH
BBDKMBAEMOCTH MOTOHEWMPOHA) Ha JUIMHHOM IIIeUe 5-11 Xpo-
MocoMbl. CMA BCcTpedaeTcsl MOBCEMECTHO C 9aCTOTOM
1 cimydait Ha 6—10 ThIC. poXIeHHBIX AeTelt [1, 2]. Mopdo-
JIOTMIEeCKOM OCHOBOM 3a00JI€BaHUS SIBIISICTCS TIPOTPECCH -
pyIoIast TMOeJTb ABUTATEIFHBIX HEHPOHOB TTEPETHIX POTOB
CITMHHOTO MO3Ta U sIIep YepeITHBIX HEPBOB CTBOJIA MO3Ta.
KanHMYecKkn 310 pOSIBIISICTCSI CHMMETPUYHBIMU TIepH-
deprmyecKkMM maparndaMu M aTpodueii CKeJIETHON My-
CKYNaTypHl (B IEPBYIO OUEPEb MPOKCUMATIbHBIX OTAETIOB
KOHEYHOCTEN), ee HEHPOTeHHOI IereHepaliieil, HapyIie-
HHEM IBUTATEILHOTO Pa3BUTHSI, PACCTPOCTBAMU XOIBOHI,
KH(OCKOINO30M TPYITHOTO Y TTOSICHUIHOTO OTIEJIOB I0-
3BOHOYHNKA, B TSLKEJIBIX CITydasiX — HapyIISHUSIMU TJIOTa-
HUS U ObIXaHUSI.

CrimHaabHas MBIIIEYHAsT aTPOMUST XapaKTepU3yeTCs
IIAPOKOI BapnabeTbHOCTHIO KIIMHNIECKUX IPOSIBJICHUIA
[3, 4]. B 3aBucuMocTu OT Bo3pacta MaHU(ECTallN CUM-
IITOMOB ¥ TemIia mporpeccupoBanust CMA mpuHSITO Toa-
pas3meIsaTh Ha CACAYIOIINe KIIMHIYECKIEe BAPUAHTHI (TUITHI):

» Tt 0 (BHYyTpuyTpoOHEIir, CMA ¢ apTpOrpHUIIIIO30M).
Hao6monatorcst mtoxoe IieBeJIcHHE TII0a, pe3Kast TH-
TIOTOHMSI M IBIXaTeIbHBIC HAPYIICHUSI ¢ CAMOTO pPO-
XKIeHus1 pebeHKa, TUTIETUs JULIEBOM MYCKYIaTyphl,
KOHTPAKTyPhI KOJICHHBIX CYCTABOB U T.I1., YTO OOBITHO
BedeT K ObICTpOii rnbenu;

» tun 1 (6one3us Bepmuura—Todmana) — HanboIee
pacIopocTpaHeHHbI, cocTaBisieT 0Kojo 60 % Bcex
cinydaeB CMA, xapakTepu3yeTcst 1e0I0TOM IBUTATE b~
HbBIX CUMIITOMOB B BO3pacTe 10 6 MeC, pa3BUTHUEM T~
KeJIoi reHepaIu30BaHHON MbIILIEYHOM ¢1a00CTU U TU-
IIOTOHMU, CTA0BIM KPMKOM M KalllJleM, HapyIeHueM
OCHOBHBIX 3TallOB MOTOPHOTO Pa3BUTHS; CMEPTh Ha-
CTyIIaeT OT IBIXaTeJIbHBIX HAPYIICHWII B BO3pacTe
IIo 2 1eT;

 tun 2 (6ose3nb Jdy6oBuiia) — nebiot B 6—18 mec, pe-
OCHOK MOXET HAyUYMThCSI CAMOCTOSTEIBHO CHIETH,
OIHAKO OOBIYHO HE CIOCOOCH CTOSATh WU XOIWUTH
0e3 TToMIepKKH; IMAallMeHTHI TIPA COOTBETCTBYIOIIEM
YXOJIe MOTYT JOXUBATh 10 2—3-TO AECATUIICTUS K13~
HH, HO TIPM 3TOM MMEET MECTO TsDKeJass MHBaTUI3a-
LIST C TIPUKOBAHHOCTBIO K KPECITY M HEBO3MOXHOCTBIO
CaMOOOCTYKNBaHUSI;

« Tin 3 (foHOIIecKast hopMa, 6oje3Hb Kyrempbepra—

Benanmep) — me6tot mexxmy 18 mec m 20 rogamu xK13-

HU, TIPOTPECCUPOBaHe Ooyiee MeIEHHOE, C MTHBAJI-

nnsauueit B tedyenue 20—40 Jer;

* Tun 4 (Hayano Ha 3—4-M AecATUIETUM XKU3HU ) XapaK-

Tepu3yeT OYeHb MEIJICHHOE TedeHUe, 3a00JIecBaHUE

He BIIMSET Ha IIPOIOJLKUTEILHOCTD XKMU3HU, HO TIPUBO-

IIAT K TPYTHOCTSIM C XOIB0O 1 TTOIBEMOM 10 JIECTHH -

e nocie 50 Jer.

Hexotopsle aBTOpHI OCHOBHBIE TUIIBI CMA nensT
ellle Ha TIOATHUIIE (Hampumep, 2a, 2b u T. 1I.), oTpakaroliie
0oJiee TOHKHME XapaKTePUCTUKH Ie0I0Ta M IIPOrPeccrupo-
BaHMS HEMpoHIereHepaTUBHOTO MpoIiecca.

TomosuroTHble MyTa reHa SMN 1 BeoyT K HegocTa-
TOYHOCTH ero IpoayKTa — 6einka SMN, uTto sBsieTcs pu-
YUHOHN HapyIIeHUSI HOPMaJIBHOM IpOorpaMMbl (opMUpO-
BaHUs Tepu(peprIecCKOro HeHPOMOTOPHOTO arIiapaTa
U TIpoTpeccupymoleil Tudenn nepudepunIecKnx IBUTA-
TEJbHBIX HEMPOHOB [5, 6]. TunmuHoit myrtamuein SMN]
SIBJISIETCS IEJIeIrsl 7-To 1 8-To 3K30HOB reHa [5]. B penkmx
caydagx y mauveHToB ¢ CMA HabmonaeTcs KOMIaHyH I~
TeTePO3UTOTHOCTB 10 pa3HBIM MyTausiM SMNI: B omHOM
ajuiesie MMeeT MECTO TUITMYHAS ACIellnsT 9K30HOB 7—8,
a B IPyrOM — TOYKOBAsI MyTaIlvsl B KOTUPYIOIIEH 001acTH
reHa [7]. Takoe pa3HOOOpa3rie BO3MOXHBIX TEHETUUECKUX
nedeKToB 100aBIsIeT BapruadeIbHOCTY KIIMHIIECKOM Ma-
HudecTauuu 3a00J1€BaHUS.

B ToM ke xpoMocoMHOM JIoKyce 5q13 6osee ieHTpo-
MEpHO II0 OTHOINEHHIO K TeHy SMN1 pacIiojloxXeH ero
rmapajor — reH SMN2, KOTopblit MOXKET OBITh IIPeICTaBIIEH
HECKOJIBKMMM KOonuaMHU (4yame Bcero ot 1 mo 5). Iensr
SMN1wu SMN2 pa3nnyaiorcs BCero Ha Iapy HyKJI€OTHIOB,
u 3ameHa C/T B 6-ii mo3uiinu 3k30Ha 7 reHa SMN2 sBsi-
eTcsl KIIF0UeBOi, TIPUBOIS K HAapYIICHUIO MEXaHU3MOB
crutaiicudra npe-MPHK reHa, Beipe3aHuto 5K30Ha 7 U CMH-
Te3y HEIOJTHOIICHHOTO OenKa [8, 9]. Tem He MeHee, HeCMO-
TPsI Ha 3Ty HeOJIarONIPUSITHYIO HYKJICOTUIHYIO BApHALIHIO,
c reHa SMN2 Bce XXe MOXEeT CHHTE3MPOBAThCS HEOOIIBIIIOE
YHCJI0 HOPMAJIBHBIX 0eJIKOBBIX MoyieKyldl SMN, KoTopble
B OIIpEIECJICHHON CTeTICHH BBITOJHSIOT KOMITCHCATOPHYIO
POJIb B CTy9ae TOTaIbHOM MHAKTUBAIIMY MyTAHTHOTO TeHa
SMNI [8]. He cirygaitHo uncio Konuii SMN2 (1, ctano
OBITH, 00IIIee KOJTMISCTBO CMHTE3NPYEMOIO ¢ HUX Oelika
SMN) Bo MHOTHX CITy4asix KOPPEIUPYET C TSLKECTHIO 3200-
JieBaHUs: pu 4—5 Konuax reHa SMN2 3aboyeBaHue Ha-
yuHaeTcs B mo3aHeM Bo3pacte (CMA tuma 3 u 4) uiu
Jlaxxe MOXET MPOoTeKaTb 0€CCUMITTOMHO, TOTAAa KaK IIpH
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1—2 xormusix SMNZ2 o6bI9HO HAOTIOJAIOTCS TSKEJble paH-
Hue hopMel CMA (tuma 1 m 2) [10, 11].

Hcxonst n3 pacCMOTPEHHOTO MOJICKYJIIPHOTO MeXa-
HHU3Ma, OMHUM U3 TIPUBJICKATeIBHBIX TTOIX0I0B K Teparin
CMA gBngercd BIUSHUE Ha crutaiicuir reHa SMN2 ¢ ne-
JIBIO TTIOBBIIICHUS 3(D(HEKTUBHOCTU TPAHCKPHUITIIUN U YBe-
JIMYEHUS CUHTE3a C JTAaHHOTO TeHa HOPMAaJIBHBIX O€JTKOBBIX
moutekyn SMN [12]. Takoii moaxon Ha TMIPaKTUKE MOXKET
OBITh peann3oBaH 2 mytsamu [12—15]:

* IpUMEHEHNE AHTUCMBICIOBBIX OJUTOHYKICOTUIOB,
KOMITJIEMEHTAPHO B3aNMO/EMCTBYIOIINX C TAPTETHBIM
yJacTKoM 7-T0 3Kk30Ha rpe-MPHK SMN2 (tmipemapar
HycunepceH, BBOOTUMBII HHTpATeKaJIBHO B IIPOIIecce
MOBTOPHbBIX JIOMOATbHbIX IMTyHKIIW);

* IPUMEHEHNE MAaJIbIX MOJICKYJ, MOIUIM(PUPYIOIINX
cIDaiicuHr 7-ro 3k3oHa SMNZ2 (nperapatr Pucoumumam,
KOTOPHIN TIPUHUMAETCSI BHYTPD €3KE€THEBHO).

Ja meuennst CMA 1ipeioXXeH TakkKe METOI TeHHOM
Tepallii ¢ BBEACHUEM IIOJIHOPAa3MEPHON KOITMM TeHa
SMN1 B MOTOHEHPOHHI ¢ UCITOJb30BAHNEM B KAa4eCTBE
BEKTOpA aleHOACCOIIMMPOBAHHOTO BUpyca 9-1o Trta (AVVY)
(mperrapat OHaceMHOTeH abemapBOBEK IS OMHOKPATHO-
ro BHYTPUMBEHHOTO BBeaeHUs) [16]. OmHAKO Y B3pOC/IBbIX
MMAIMeHTOB 3TOT METOI JICUeHUS He peKOMEHIOBaH.

C y4yeToM HamboJiee TSKEJIOTO IPOTHO3a ¢ paHHUM
daranbHBIM KCX0moM Iipu ocTpoit dopme CMA (CMA
tina 1) mommdukaTopsl criavicuara npe-MmPHK SMN2
B TIEPBYIO OYepedb CTaIM aKTUBHO M3y4aThCSI MMEHHO
Ha 3Toi Koropte manueHToB. bonsaeie CMA tuna 2—4
BIIOCJICICTBUM TaKxKe OBLIM BKJIIOUEHBI CHadajia B IIPO-
rpaMMy KJIMHUYIECKUX MCCIICIOBaHUI, a 3aTeM 1 B TTOKa-
3aHMS 1T IPUMEHEHMS TIPU PETUCTPAIIUA COOTBETCTBY-
FOIIMX TIPEIIapaToB.

IIpoBeneHHBIC B pa3HBIX IICHTPaX MUPa KIMHUYECKIE
HCCIIeI0BaHUsI MoKa3aan 3(P(MEeKTUBHOCTH BBINICYKa3aH-
HBIX TTOIXOMIOB B JICUCHUM CAMBIX TSKEJIBIX KaTeTOpHiA
60sbHBEIX CMA THmna 1 1 2 — ObUIO JOCTUTHYTO YBEIMYEeHNE
KaK MUHHMYM B 2 pa3a 0ecCOOBITUITHOTO mepurona (Ime-
prona, B TeUeHUE KOTOPOTO MAlIMEHTHI Ha (DOHE JICUCHUS
HE YMepJd M He ObUIM TIepeBeIeHBl Ha MCKYCCTBEHHYIO
BEHTWISILIVIO JIETKNX). [1p1 3TOM B TepaneBTHUECKIX TPYII-
Iax 10 CPaBHEHMIO C €CTECTBEHHBIM TEUCHHEM OOJIC3HU
BBIPOCIIA TOJISI OOJIBHBIX, JOCTUTIINX PsIia pPAHHUX MOTOP-
HBIX HABBIKOB — YIEeP>KUBAHUSI TOJIOBBI, CITOCOOHOCTH CH-
eTh U CcTOsATh U T.11. [17, 18]. Hanbosee BnevaTisioniye
pe3yabTaThl UMEIA MECTO IIPY MaKCHMAaJIbHO paHHEM,
MMPEeCUMIITTOMATHISCKOM Hadaje CIIeInDUISCKON Tepa-
MUY — TaKWe MallMeHThl YBEPEHHO JOCTUTAIN BCEX KITIO-
YeBBIX 3TAlIOB MOTOPHOTO pa3sutus [17, 18].

CIioxHee OLeHUTD pe3ynbrathl JeueHuss CMA y ma-
IIUEHTOB B3pOCI0ro Bo3pacta. OHM OOBITHO XKaTYIOTCS
Ha OrpaHMYCHUE TOABIDKHOCTH M aKTUBHOCTHU B ITOBCE-
IHEBHOM XXM3HH, 00IIIee IUTOX0e (PU3MIECKOe CAMOIYBCT-
BUE, IOBBIIIEHHYIO YTOMJISIEMOCTD, SMOIIMOHATBHEIE TTPO-
0JeMBI, OTCYTCTBHE COLIMAJbHOUW mommepXKu. M xoTs
Y 3TOIf KaTeropuu OOJIBHBIX Ha (pOHE MPUMEHEHHUSI COBpe-

MEHHBIX TepPaIeBTUYECKNX CTPATEeTUl OIMCcaHa OIpeae-
JICHHAsI TIOJIOKUTETbHAs TMHAMKKa (YIydIIeHrue caMmo00-
CIIyXXMBaHUs, OOIIETO CAaMOYYBCTBHS U T. 1.) [ 18], B eroM
moaTBepKneHne 3 (MEKTUBHOCTH JICISHUS TEM WA MHBIM
MperapaToM B3pocibix 60abHBEIX CMA TpebyeT IpoBeie-
HUS CIICIINAIbHBIX KITMHIYECKUX UCCIICIOBaHUIT ¢ 00JIb-
IITAM YKUCJIOM MAIlMeHTOB M IJIUTEJIbHBIMU CPOKAMU Ha-
omonmeHusi. HemaBHO OBLIM TpencTaBIICHBI Pe3yIbTaThl
HECKOJIbKMX KPYITHbIX MccaenoBanuii HycrHepceHa y B3poc-
JbIxX rateHToB ¢ CMA (rmaBHBIM 00pazoM CMA tnma 2 u 3,
cymMmMapHo 6oJiee 250 TTalMeHTOB), YOS IUTEIBPHO TTOKA3aB-
IIUX OJIATOTIPHUSITHOE MEUCTBHUE Mperapara B 3TOU TPyIIIe,
B TOM YHCJIe ¥ OOJBHBIX, ITOJYIMBIINX IIEPBYIO 03y Mpe-
mapata mocie 18 et [19—21].

[NostBIeHME B apceHaie HEBPOJIOTOB M B KITMHUYIECKOM
MIPaKTHUKE TIPeIapaToB, KOTOPbIE MOAMMUIIMPYIOT CILIAM-
cunr npe-MPHK rena SMN2 mn6o oka3bIBaloT MpsIMOe
TeHOTepareBTUUECKOE BO3MEHCTBIE, IIPUBEJIO K M3MEHE-
HUIO CJIOXWBIINXCS MPEACTABICHUNM O TPATUIIMOHHOM
neneH CMA Ha pa3Hble TUITBI ¥ TIOATUITBI C X OCOOEH-
HOCTSMM TporpeccupoBaHMs M mporHo3a [22]. Tak,
IIpY Ha3HAYCHUM CIEUM(PUIESCKOTO JeUeHUs B paHHEH
(B Mmease — MpecUMITTOMATUIeCKOIT) cTanny 00JIe3Hb MO-
JKET He pa3BUTHCS BOBCE, MAaHM(PECTHPOBATh B O0JIee MO31I-
HHE CPOKU JINOO IIPOTEKATh B O0JIee MATKO# (hopMe — 3TO
Ha3bIBaeTcs (peHOMeHOM TpaHchopMatmy heHoTra CMA
(marmpumep, Tpancdopmarist CMA tuma 1 8 CMA trma 2).
Crano peajqpbHO BO3MOXHBIM KapAWHAIbHOE BIMSHHE
Ha eCTECTBEHHOE TeUCHNE ayTOCOMHO-PEIIECCUBHOM S5q-ac-
couunupoBaHHoit CMA. Kak yxXe OblJTo OTMEUYEeHO, Hanbo-
Jiee 3HAYMMO 3TO CKa3aJIoCh Ha M3MEHEHHMHU IIPOTHO3a
KW3HU [UTS TTALMEeHTOB ¢ AebotroM CMA B TeueHIE ITepBhIX
6 mec xxu3uu (CMA tumna 1). Tem He MeHee 6oibHbIe CMA
THMA 2, TIPA KOTOPOM CUMIITOMBI pa3BUBAIOTCSI B BO3pacTe
oT 6 Mec Xu3HU 10 1,5 roga, a Takxke MalMeHTHI ¢ 6oJiee
penKuMu THIaMu 3 1 4, 6€3yCIIOBHO, TAKKE MOTYT paccMa-
TPUBATHCS KaK 1IeJICBbIC TPYIIIIHI IUTS TIOJTyYeHMST JICUCHUST
C HICITOJTb30BaHMEM MoauMHUKATopoB cruialicnHra mpe-MPHK
SMN2 vnu Ipyrux TepareBTUYECKNUX ITOIXOIOB.

Huarnoctnka CMA nipu MaHudecTallud CUMITTOMA-
THKM TI0CJIC TIEPBBIX HECKOJIBKUX JIET XKM3HU MOXET BbI-
3bIBaTh CEPhE3HBIC 3aTPYAHEHMS. DTO OCOOCHHO CITpaBe/I-
JIMBO JJis ciiy4yaeB ¢ aebiotoM mocie 15 net. Bapocibie
HEBPOJIOTH HE CTOJIb XOPOIIO 3HAKOMBI CO CITEIM(PUKOIA
HEHPOTreHeTHISCKMX OOJIE3HEH, YaCTO BCTPEUAIOIINXCS
B IIeMMATPUIECKOM MmpakThKe. OIBIT IOKA3bIBACT, YTO YPO-
BEHb 3HAaHWI B3POCJBIX HEBPOJIOTOB O Mpobdiieme CMA
CYIIIECTBEHHO HIKE TT0 CPaBHEHMIO C IETCKUMH HEBPOJIO-
ramu. KpoMe Toro, B meauaTpuy B IMaTHOCTUKE M BEICHUN
MMAIIeHTOB C HACJICACTBEHHON MAaTOJIOTHEH B ITOCIEaHEE
BpeMsI IIIPOKOE PACIIPOCTPAHECHHUE TIOTYIIIT MYTBTUINC-
LMIITAHAPHBII ITOIXOM, 9YeTO HeJb3s CKa3aTh O 3BeHE MeIH-
LIMHCKOM TTOMOIIIY B3POC/IBIM NaleHTaM [23, 24]. B HeBpo-
JIOTHH B3pOCJIOT0 BO3pAcTa TAKKe €CTh PSIT APYTUX IIPOOJIEM,
OCJIOXKHSTIOIINX IMATHOCTHKY 1 BeeHre TareHToB ¢ CMA.
B mrepByro ouepenp 3T0 KacaeTcs MOCTAHOBKHY 3aauyl IIPHU
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BBITIOJTHEHUU 3JieKTpoMuorpaduu (DMI) u mocnemyroreit
KOPPEKTHOM OLIEHKE €€ Pe3yIbTaToB. Takxke HeMaToBaXKHO
OTCYTCTBUE PEJIEBAHTHBIX KITMHUIECKUX IITKAJI IJIST OLIEHKU
coctostHUA mmanueHTa ¢ CMA. OCHOBHBIE MEXKIyHAPOIHO
npu3HaHHbIe mKaibl ;ist CMA (takue kak nikana [leH-
cunbBaHckoro perckoro rocnutaiass CHOP-INTEND,
MoIn(pUIIMpOBaHHAS IIKaja OOJBHUIIEI XaMMEPCMUT
U [Ip.) OPMEHTUPOBAHBI HA IETEll MEePBBIX MECSIIEB U JIET
JKU3HU, U B HUX 3HAYNTENbHBIN YIETbHBIN BEC UMEIOT 3Ta-
bl MOTOPHOTO Pa3BUTUSI peOeHKa, TOTAA KaK IS B3PO-
CJIBIX TIAIIMEHTOB 3TU KPUTEPUM HETIPUMEHUMBI. Takum
00pa3oM, pelIeHre MEPEUUCICHHBIX BblllIe MTPOOJIeM, MO-
BbIIIIEHNE MH(OOPMUPOBAHHOCTH U PACIIIMPEHNE BO3MOX-
HOCTE# HEBPOJIOTOB B 00j1acTH marHocTK CMA y rTanm-
€HTOB B3pOCJIOTO BO3PACTa, MacIITaOHAast 00pa3oBaTeIbHAas
JIeSITEIbHOCTD Cpei pAOOTHUKOB 3[PABOOXPAHEHMSI, & TAK-
K€ BOTIPOCKI TTPEEMCTBEHHOCTH OKA3aHUSI TTOMOIIM 0OJTh-
HBIM TIpY TIEpeXOie M3-TIOf TIEAUATPUUECKOTO HAOMIOAEHUSI
BO B3pOCJIOE 3BE€HO 3[PAaBOOXPAHEHUsS UMEIOT TIEPBOCTE-
TIEHHOE 3HAUYEeHUE.

Heiiporenernueckoe otaenenue @®I'BHY «HayuHblii
ueHTp HeBpojorun» (PI'BHY HIIH) Ha npoTskeHuu He-
CKOJIBKMX JIET aKTUBHO 3aHMMAETCSI TPOOJIEMOl IMarHo-
CTUKM Y OpraHU3alMei OKa3aHUsI KBATU(PUIIMPOBAHHOM
ITOMOIIX B3pOCJIbIM nanueHTtaM ¢ CMA Ttuma 2, 3 u 4.
OnHoli 13 3a1a4 SIBJISIETCS OTpeesieHre Hanboiee 3HaY-
MBIX aCIeKTOB, KOTOPhIE MOTYT ITOMOYb B ONTUMU3ALIUYN
poIiecca mocTaHOBKYU ararHo3a CMA 1, COOTBETCTBEHHO,
CBOEBPEMEHHOM Ha3HAYeHUU OOJLHBIM BHICOKO3(D(hEeK-
TUBHOI TapreTHOU Teparmu. O000IIeHNE TTOIyIeHHOTO
OTIBITA YPE3BBIYAHO BAXXKHO [T IIIMPOKOTO Kpyra Bpadeit:

HEBPOJIOTOB, peabUTMTONIOTOB, TEHETUKOB, CTIEIIUAICTOB
B 00J1aCTU TaOOPATOPHOW AUATHOCTUKH.

enb uccnenoBanusi — OLIEHUTb OCOOEHHOCTU TUATHO-
cTuKHU B3pocioit popmbr CMA 11 0000IITUTE ITEPBHI OIIBIT
TaKOW TMAarHOCTUKU Y POCCUMACKUX TTALIMEHTOB.

Marepuannbi u metopbl

IIpoananm3npoBaHBl MEIULIMHCKIE TaHHBIE 50 B3poC-
nibix maeHToB ¢ CMA (Bo3pact >18 jieT), mpoXoauBIIUX
B ®I'bHY HIIH no HanpaBieHUIO perMOHAbHBIX CTIEIIN -
aJIMCTOB WM crieluanuctoB LleHTpa BpaueOHy0 KOMHUC-
CHIO TI0 Ha3HAYEHUIO 3TUOMATOTeHETUIECKON Tepanuu
(Hycunepcena wnm Pucnonmiama).

Pe3ynbratbl U 06CyKACHUE

CpenHuii Bo3pacT MmamueHToB coctaBmia 31 + 11 jer
(pa36poc o Bo3pacty 19—66 ner). Pacnipenenenue mo dop-
maM CMA: CMA tumna 2 — 26 nauyenTos; CMA tnma 3 —
21 maunent; CMA Ttumna 4 — 3 nauueHTa.

O61ast XxapakTepucTHKa 00CIeJOBAaHHBIX TTAIMEHTOB
¥ 0COOCHHOCTH Tpoliecca nuarHocTuku CMA mipencraB-
JiIeHbI B Ta61. 1.

IMpu CMA Tuma 2 cpegHuii Bo3pacT Aebiora 601e3Hn
coctaBun 10 * 4 mec (pa3dpoc 2—17 mec), cpenHuit BO3-
pacT IMOCTaHOBKM guarHosa — 45 * 66 Mmec (pa36poc
8§—288 Mec), cpenHee BpeMst OT MOMEHTA TTOSIBJIEHUSI TIep-
BBIX CUMITTOMOB JIO TIOCTAHOBKHM TMPaBWJILHOTO JIMarHO3a —
35 mec (pazopoc 0—270 mec). Takum 06pa3oM, B pealbHOIM
MPaKTUKE «CTAHIAPTHBIA» IIEPUO BPEMEHM, Ha IIPOTSIKE-
HHMU KOTOPOTO MPY HAJTMYUM YETKUX KIMHUYECKUX TTPO-
sieieHnii 6onesnn CMA Turia 2 He pacrio3HaeTcs Bpauamu,

Tadmuua 1. Ocobernocmu duazHOCMUKU CRUHAALHOU MbIUEYHOU ampoduu y NAUUEHMO8 83D0CA020 803pacma

Table 1. Characteristics of adult spinal muscular atrophy diagnosis

Bospacr neb6iota (pazdpoc), mec
Age of onset (range), months

Bo3spacTt noctaHOBKY JauarHo3a
(pa3bpoc), Mec
Age of diagnosis (range), months

3anepkKa guartHosa (pasopoc), Mmec
Delay of diagnosis (range), months

IlepBorit nuarno3 CMA, % 70
SMA is the first diagnosis, %

36 (B OCTAJIBHBIX CITydasiX yPOBEHb ITOpaxKe-
HUS W IPEATIOJIATaéMbIii TUArHO3 YyCTaHAB-
JIMBAJIUCh KIIMHUYECKU C HOCI[CI[YIOH.Ieﬁ
JHK-nrarHocTuKoin)

36 (in other cases the level of damage and
presumptive diagnosis were based on clinical
phenotype and followed DNA test)

YacToTa nepBUYHOTO BBITIOTHEHUS
OMT npu IOCTAHOBKE AuarHo3a, %
Frequency of EMG in diagnosis SMA, %

10 £ 4 (2—17)

45 + 66 (8—288)

35 + 65 (0—270)

94 + 71 (18—216)

203 £ 138 (24—600)

108 + 106 (0—408)

29

35 (B ocTaJIbHBIX CJIydasix ypOBEHb
TIOPAXEHUS U TIPEAIOIAaraeMbIi TUATHO3
YCTaHaBJIMBAJIVCh KIMHAUYECKA
¢ mocnenytomei JIHK-nraraHocTukoit)
35 (in other cases the level of damage and
presumptive diagnosis were based on clinical
phenotype and followed DNA test)

Ilpumeuanue. CMA — cnunanrvnas amuompoghusi; IMIT — snexkmpomuoepaghus.

Note. SMA — spinal muscular atrophy; EMG — electromyography.
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HepBHo-Mblweunbie O JIE3HH

JocTuraeT 3 JIeT. B emMHUYHBIX CIydasiX CpOK ITyTaHUIIBI
C IMarHO30M MOXET IPEBBIIIATh 2 TeCATUICTHS.

B 69,2 % cny4aeB (18 6osbHbIX) auarHo3 CMA Obu1
TIepBBIM YCTAaHOBJIEHHBIM HEBPOJIOTUIECKIM THArHO30M —
B OTHUX CITyJasiX CpeaHee BpeMs OT MaHU(beCTAIIUH TTePBBIX
CHMIITOMOB JI0 TIOCTAaHOBKHM IMAarHo3a cOCTaBUIO 13 Mec
(pa3opoc 0—72 mec). U3 nux B 61,1 % ciayyaes (11 mauu-
€HTOB) MPAaBUILHBIN TUAarHO3 OBUT YCTAHOBICH KIIMHIYECKU
(DMT -oTpumnaTenbHas OATPYIINIA; CpeAHEe BPEMSI OT Ma-
HUbeCTallu CUMIITOMOB IO ITOCTAHOBKM AWAarHO3a —
7 mec, pazdopoc — 0—25 mec), a B ocTanbHbIX 38,9 % ciy-
yaeB (7 MalMEHTOB) KOPPEKTHHIN MepBOHAYATbLHBIN
nmrarHo3 CMA ObIJT yCTaHOBJICH TIOCTIE BBITIOJTHEHSI UTOJTb-
yatoit DMI (DMI -mronoxuTenpbHas ITOATPYIINA; CpeIHEe
BpeMsl OT MaHU(MECTAIUN CUMIITOMOB IO ITOCTAHOBKU
nmurarHosa — 19 mec, pazopoc — 3—172 mec). [Ipu Tectupo-
BaHMU IO KpuTepuio MaHHA—YUTHU pa3audyuii MexXmy
DMTI-nonoxutenbHo 1 DMTI -oTprLIaTeIBHOM TOATPYIT-
ITaM# B CpOKaX IMocTaHOBKM nuarHo3a CMA Turia 2 He BbI-
sBieHo (p = 0,1902).

OtMmeTuM, uTo cpeau Beex cnydaeB CMA tuma 2 DMT
Ha OIIpeIeSICHHOM 3Talle TMarHOCTUYECKOTO MOMCKa HC-
nosib3oBaiachk B 34,6 % ciaydaeB (9 manueHTOB U3 26).
B wenom mipu cpaBHeHUM TToATrpymnn namueHToB ¢ CMA
THMA 2, KOTOPBIM BHITIONHSIIACE (1 = 9, CpeaHsIs 3amepKKa
nnarHosa — 40 Mec) u He BhITIONHSIach OMI (n = 17,
CpemHsIsI 3amepKKa ITOCTAaHOBKM JUarHo3a — 32 Mec), I0-
CTOBEpPHOI pa3HUIIBI B CPOKaX IMOCTAHOBKM OHUArHO3a
He 66110 (p = 0,4354).

Y ocranbHbix 30,8 % naumentos ¢ CMA tuma 2 sta
HO30JIOTHSI He ObIJIa TIEPBBIM TUaTHOCTUYECKHUM IIPEATIO-
JIOXKEHUEM U TIePBBIM KIIMHINYECKUM TUAarHO30M, YCTaHOB-
JIEHHBIM y nauueHTa. M3 nux B 19,2 % cinydaes (5 60J1b-
HBIX) TIEPBOHAYAIEHO BBICTABIISIICS IMATHO3 TOM MIJIM MHOM
¢dopmbI MUOTIaTHM (CpemHee BpeMsI IO ITOCTAHOBKM JUar-
Ho3a — 87 Mec, pa3bpoc — 9—206 Mec); B ocTaBIIUXCSA
11,6 % cnyuaeB (3 GONbHBIX) BBICTABJISICS UATHO3 JET-
CKOTO IIepeOpaIbHOTO TTapaimda, CKOJIM03a, IOCIEICTBUIA
IIPUBUBKY (3a7epXXKa B ITOCTAHOBKE TMAarHO3a COCTaBUJIA
32,270 u 9 Mec COOTBETCTBEHHO).

Bo Bcex ciydasix OKOHUYATEIbHBIM ITOATBEPXKICHUEM
IrarHo3a OBLIO BBISIBJICHUE IEJICLMU 7-TO 3K30HA IeHa
SMN1 ripr MONIEKYISIPHO-TEHETUIECKOM TeCTUPOBAHNM.

ITpu CMA Ttuma 3 u 4 cpegHMit Bo3pacT 1edioTa cocTa-
B 94 + 71 mec (pa3dpoc 18—216 Mec), cpenHMii BO3pacT
YCTaHOBJIEHUS TTpaBUJIbHOTO auarHo3a — 203 + 138 mec
(pa3bpoc 24—600 mec), cpeaHee BpeMsi OT MOMEHTA MaHU -
decTait CUMIITOMOB 0 TIOCTAHOBKH ITPaBIJIBHOTO M-
arHo3a — 108 mec (pa3opoc 0—408 mec).

B o6cnenoBanHoit rpymme 6oabHBIX CMA THNA 3 11 4
sk B 29,1 % ciyvaes (7 nauuenToB) auarHo3 CMA Obu1
IIEPBBIM YCTAHOBIIEHHBIM IUArHO30M (CpemHee BpeMs
IO TIOCTAaHOBKM auarHo3a — 33 mec). M3 HuxX 2 ciaydas
CMAS5(q BepupuULMpPOBaHbI CITeUaIMCTAMU aMOyJIaTop-
Horo 3BeHa ®T'BHY HIIH y nanyeHTOB, KOTOpHIE BIIEpBHIE
00paTWINCh 3a KOHCYJIBTALIMEil 0e3 KaKoro-ambo paHee

YCTaHOBJIEHHOTO TMAarHO3a, IIpUIeM OIUH 13 HUX, HECMOTPST
Ha 6o1ee yeM 30-sietHee (1) TeueHre 00JIe3HI, HUKOTIA 33 Me-
JUIIMHCKOM TTOMOIIIBIO He 00paliajics, Tak KaK KITMHIMYECKIE
TIPOSIBJICHMST 3200JIeBaHMSI ObLTN KpaitHe MSITKMH.

B ocranbHbIX ciyyasx rpyrmsl CMA tuna 3 u 4 (17 na-
LIMEHTOB) OOJBHBIM ITIEPBOHAYAIIPHO OBLIA YCTAHOBJICHBI
TaKWe OUArHO3bl, KAK MUOIIATUS WA pa3Hble BapHUaHTHI
MIPOTPECCUPYIONINX MBIIIEYHBIX TUCTPOMUIt, CKOINO3
WU IPYTHE OPTOTIEANIECKIE ITPOoOIeMbl, 00JIe3Hb IBUTA-
TEJBLHOTO HelpoHa, moJinHelpornarus, 6o1e3Hb Opunpeii-
Xa, TeNaTOJICHTUKYJ/ISIpHAsT aereHepamys (Tada. 2). CpemHee
BpeMsI 10 TOCTaHOBKY nrarHo3a CMA B TaHHBIX CITydasix
cocTtaBmiio 152 mec.

Taomiua 2. Haubonee munuunvie Hekoppekmiubie OUazHO3bl, 8blCMABAS-
emble NayUeHmam co CRUHAAbHOU MbluieuHoli ampoghueli (n = 25)

Table 2. The most common misdiagnoses of adult spinal muscular atrophy
patients (n = 25)

Yuciao

Juarnos nauyuenTos, n (%)

MuonaTust (B TOM YKCIIe TPOTPECCH-
pyiolias MbllliedHast IUCcTpodust
JromeHHa, bekkepa,

Dpba—Pora u 1p.)

Myopathy (including Duchenne muscular
dystrophy, Becker muscular dystrophy,
Erb—Roth muscular dystrophy, etc.)

13 (52,0)

CKo1o3 («HapylIeHue OCaHK1»)
S . - 2 (8,0)
Scoliosis (“posture disorder”)
Bone3Hp aBuraTeIbHOro HelpoHa
. 2 (8,0)
Motor neuron disease
[MonuueBpomnatus
P 2 (8,0
Polyneuropathy
Boinesnp @puapeiixa 2 (8.0)
Friedreich disease ?
ITocnencTBusi MpUBUBKU
(HeliponHDEKITNN)
Consequence of vaccination
(neuro-infection)

1(4,0)

Jerckuii iepedpaibHbIN Mapaanyd

Cerebral palsy 1(4,0)

[enaToneHTUKYISIpHAS JeTeHepaIus
Hepatolenticular degeneration

1(4,0)

MuotoHnyeckas IUCTpodus
Myotonic dystrophy

1(4,0)

Cpemu Bcex manmeHToB ¢ CMA tnna 3 1 4 miepBUYHO
JUTsE Bepru(pUKaLK YPOBHS ITOPAXKEHMS ITPU 00CIIeI0OBAaHUI
DMTI BbinosHeHa ToabKo B 37,5 % ciyuaeB. [Ipu atom
IIPY CPaBHEHUU MOATPYII MALIMEHTOB, KOTOPHIM BBIITOJI-
Hsutach (n = 9, cpeHsIs 3amepskKa B TOCTAHOBKE IMAarHO3a —
132 mec) n He BeIMonHsIack OMI (n = 15, cpemHsisa 3a-
JepKKa quarHosa — 81 Mec), He BbISIBJIEHO CTATUCTHYECKHU

TOM 12
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3HAYMMBIX Pa3INuMil B CPpOKaxX 3aAepKKU ITOCTAHOBKU
BepHoro auarHosa (p = 0,06876).

BBumy NCKIIOUNTEIHFHOM PEIKOCTA HAOIIOMSHUS 11e-
JIecooOpa3HO OTACIBHO OMMcaTh 3 HAIIMX MalUeHTOB
¢ CMA Ttuma 4, Bo3pacT KOTOPHIX Ha JaHHBIM MOMEHT
npesbiinaeT 60 yet. [lepBble KIMHUYECKUE POSIBIEHUS
OTMEUYEHBI B Bo3pacTe 0KoJ10 20 JieT — HalpuMep, TPYITHO-
CTH TIPH TIOTBbEME U3 ITOJIOXKEHUST Ha KOPTOYKAX MJIU T0-
BBIIIICHHAST YTOMJISIEMOCTh B HOTaX; IepBOEC BpeMsl 3TO
pacLeHUBAIOCHh KaK «0COOCHHOCTh» PAa3BUTHS M HE TIPH-
BJIEKaJIO OOJIBIIIOTO BHUMAHUSI, BCICICTBHE YETO ITallieH-
ThI OoJiee 15—20 yieT He oOpalIaIMCh 3a METUIIMHCKOM
ITOMOIIIBIO M BEJTX TTPAKTUIECCKU OOBIYHBIN 00pa3 XKU3HU
(cembst, mpodeccoHabHAS Kapbepa U T. 1.). Hapacranue
BBIPAXKEHHOCTU CMMIITOMATUKNA W WHBATUANU3ALINHU TIPO-
HUCXOIWIO YPe3BBIYATHO MEIUIEHHO, M BCE TPOE IO CHX TTOP
COXPaHSIOT CITOCOOHOCTH K CAMOCTOSITEIbHOM XOIb0e.

Kaxk n y marmmenToB ¢ CMA tuma 2, Bo Bcex CiIydasix
CMA tumna 3 u 4 oKoHYaTeJIbHBIM ITOATBEPKICHUEM TV -
ar”o3a ObUIO BBISIBJIEHUE AeIelInM 7-T0 9K30Ha reHa SMN 1
TP MOJIEKYJIIPHO-TEeHETUIECKOM TecThupoBaHuU. Cliemy-
€T OTMETHUTD, YTO TCHETUIECKOE TECTUPOBAHNE TAKKE MO-
KeT OBITh NCTOYHUKOM JUArHOCTUYECKUX OIMMOOK, €CIIN
CITCLINAJTVICT, HAITPaBJISIONINIA TTAlIeHTa Ha MCCIeI0BaHNE,
HEIOCTAaTOYHO YBEPEHHO OPUEHTUPYETCS B COBPEMEHHBIX
merogax JIHK-guarnHocTuku, tTunax Mytaiuii 1 BO3MOX-
HOCTSIX MX BepU(PUKAIINN C TIOMOIIIBIO TEX VJIN MHBIX TeX-
Hojiormii. Tak, B OTHECIBHBIX CITyYasiXx U3 COOpaHHOM HaMU
KoropThl 001bHBIX CMA THIIA 3 MaIllieHThI, COTJIAaCHO Me-
JULMHCKHAM JOKyMeHTaM, Obuiv HamnpasieHbl Ha JIHK-
IWATHOCTHKY (T. €. Bpad MPEANoIOXKMI HAIMINE TeHETH-
YeCKOTO HEPBHO-MBIIIETHOTO 3200JIeBaHNS ), HO TIPY STOM
HCCIIeT0BaHNe OBIIO TIPOBEACHO C UCIIOJIBb30BAaHUEM Tap-
TeTHOM MaHeJH IJISI MAaCCOBOTO ITapaJuIeIbHOTO CEKBEHM -
pOBaHMSI, KOTOpass B IIPUHIINIIC HE BBISIBISICT ACICIINU
5K30HOB M OPMCHTHPOBAHA JINIITh HA UATHOCTHKY TOYKO-
BuIX MyTanuii [25]. TTosTomy nmenrenust 7-ro 5K30Ha TeHa
SMN1 B 5THX cly4yasx JOJITOE BpeMs OCTaBajach Heauar-
HOCTHUPOBAHHOI, HECMOTPS Ha (hOPMAaJTEHOE TTPOXOXKICHIE
mpouenayps! JHK-1marHocTiky ¢ MeIUKO-TeHeTUISCKIM
KOHCYJIETUPOBAaHUEM.

OmpenencHue ypoBHs KpeatnHbochokmHazsl (KDPK)
He BCeraa BXOAWJIO B CTAHAAPTHBIC IIPOTOKOJIBI 00CIIen0-
BaHMII MALIMEHTOB C BBINIEYKa3aHHBIMHU TUITaMu CMA,
1 B OOJIBIIIMTHCTBE CITy4aeB JaHHBIH ITOKa3aTelb He NCTIOJb-
30BaJICSI TIPU TTOCTAHOBKE AMarHo3a. Takmm o0pa3om, co-
OTBETCTBYIOIIVE TaHHBIC MOCTYITHBI TSI HEOOJIBIIOTO YK~
cia nareaToB (CMA tuna 2 — 9 manmmeHToB, CMA THa
3u4 — 12 maumenToB). [Ipu a3ToM oOparaeT Ha ceOst BHU-
MaHue Jactoe ToBbieHrne aktuBHoctTu KMK B 2—8 pa3
OT BepXHE TpaHULIBI HOPMBI Y 00C/IeI0OBAaHHBIX ITALIMCHTOB
¢ CMA Ttuma 3 1 4 o cpaBHeHMIO ¢ 601bHBIMU CMA THMa 2,
Y KOTOPBIX aHAJIM3UPYeMBbIi TTapaMeTp OCTaBajics B IIpe-
nenax HopMbl. [1py cpaBHEHNM JaHHBIX pa3IMIUiA 110 KpH-
Tepuro MaHHAa— YUTHH BBISIBJICHO CTATUCTUICCKI 3HAUM -
Moe pazimmune (p <0,05). Takum ob6pa3oM, MOBHIIIICHUE

aktuBHOCTM KDK y manmmenToB ¢ CMA tumna 3 u 4 Moxer
OBITH paclieHeHO KaK IPU3HAK IePBUYHO-MBIIICYHOTO
3a00JIeBaHUS, YTO BIUSET HAa MHEHHE Bpaya U SIBIISICTCS
MPUINHON 3aIepKKU ITOCTAHOBKY IPAaBMUIBHOTO TUATHO-
3a. B atHx ciygasix Bo3pacTaeT poJib uroiabdatoit OMI.

ITpu cpaBHEHNU CPOKOB 3aA€PXKKU B TOCTAHOBKE M-
arHosa Mexnay rpynmnamMu CMA tuma 2 u CMA tuma 3 u 4
C WCTOJIb30BaHUEM KpuTepust MaHHa— YNUTHU BBISIBJICHO
craTucTUIecKr 3Haunmoe pasnmuue (p <0,05): mpu CMA
trna 3 1 4 3amepkKa B TOCTAaHOBKE MPaBUILHOTO TUAarHO-
3a ObLIa JOCTOBEPHO Ootbiiie (cM. Tabm. 1). ¥V atux manu-
€HTOB Yallle BCero B AcOI0Te CTABIIICS JUATHO3 MUOIIATHH,
HO 11px 3ToM DMI B 000CHOBAaHMY AMAarHO3a MCIOJIB30-
Bastach Jiib B 1/3 cimygaeB. Kpome Toro, 9acto ucciemno-
BaHVE BBITIOJTHSUIOCH B HEIOCTATOYHOM 0ObEME WJIM HE OT-
BeJaJI0 HEOOXOMMMOM ITOCTaHOBKE 3amadyu. Hampumep,
BBITTOJTHSUTACH CTUMYJISIITMOHHAS SJICKTPOHEpoMurorpadust
IUTST ICKITIOUEHMST TIOJTMHE i poraThy 6e3 yKa3aHMS O HeoO0-
XOIUMOCTH TIpoBeeHUs uronbuatoir OMI mirst Bepudu-
KaIuy TepeaHEePOTOBOTO ITOPAXKEHMSI.

IIpuBeneM npumepbl uarHoCTUK CMA ¢ TTo3mHUM
HAJaJIOM.

Knunuyeckunin cnyvaim 1

Ilayuenm, 26 aem. 2Kano6vt Ha crabocms 8 NPOKCUMANb-
HbIX omdenax Hoe, mscecms 8 Hoeax, boavule cnpasa. Ha-
uano 6oaesnu c 18 1em, koeda nosisunace u cmana Hapacmame
crabocms u msdcecms 8 H02AX, CUMAIMOMAMUKA NOCIeNeH-
HO npoepeccupyem, ¢ 23 nem cmano mpyoHo 6cmagamso
co cmyaa. Ilpu maenumno-pesonancroii momoepaghuu (MPT)
welinoeo, 2pyOH020 U NOSICHUMHO-KPeCMU08020 0MAen06 no-
360HOYHUKA BbIAGAEHA YMEPeHHAs ampous napagepmedpans-
Holx Moty Jlgykpamuoe uccaedosanue akmuenocmu KOK
8 Kposu 3a 2 mec 00 u HenocpedcmeeHHo neped 8U3UMOM
8bls6UN0 Nepcucmupyroulee ee nogolierue 0o 601 u 605 Ed/x.
Yposeno mupeomponnoeo eopmona é kposu é nopme. MPT
20/108H020 M032a — be3 cyuecmeeHHbix usmenenuil. Cemelinolil
anamues 6e3 ocoobennocmeii. Hanpaenen 6 kaunuky OIbHY
HIIH c duaenozom muonamuu. Ilpu ocmompe visigner npox -
CUMANbHBLEL 85116l mempanapes (Cuaa Muliil, RPOKCUMAAbHBIX
omdenos pyk — 4,0—4,5 6anra, cura npoKcumManbHuix omoe-
2108 Hoe — 2,5—3,0 6aana), navuenm ecmaem co cmyaa, uc-
noas3ys npuemst logepca, «<muonamuyeckas noxooka»; CHu-
JceHbl enybokue peghaexcol, NOCMYpPaLbHbLi MpPemop pyK.
Hccnedosanue akmusrocmu anbgha-2noko3udasst no Cyxum
naAmHam Kposu uckarouuno bonesns Homne. IMI ueonvuamoim
21eKMpo0oM BbIAGUAA 2eHePANU308AHHbLI NepPeOHePO208oll
npoyecc. Ilpu nocaedyroweit JITHK-duaenocmuke evisieneHa
eomosueomuas deneyus 7—8-eo 3x30106 eena SMN 1.

JlaHHBII CTydali TOKa3bIBAeT, YTO KIIMHUYECKas Kap-
ThHA ¥ ToBbIIeHre akTuBHOCTH KMK B 3 paza, oOymyun
HecIeun(prUIeCKUM TPU3HAKOM, MOTYT MTPUBOAUTD K OIIIU-
OOYHOMY TMAarHO3Y MUOTIATUU, 1 O€3 BBHITTOJIHEHUST UTOJTb-
yatoit OMI ¢ mocneayionMM HampaBieHUEM Ha MoJie-
KyJISIPHO-TEHETUYECKOE TECTUPOBAHWE YCTAHOBJICHUE
MPaBWJIBHOTO TUAaTrHO3a MOXET 3aHSITh MHOTHE TOMBI.



Opueunanvhsie uccaedosanus | Original reports

HepBHo-mbiweyHbie 5OJIE3HH

KnuHuveckunn cnyvain 2

Ilayuenm, 25 aem. Hauano b6ore3nu 6 éo3pacme 20 aem,
Koeda nosieunace crabocms 6 aesoti pyxe. Ipu MPT weiino-
20 omdena no3gonounuka 8 21 200 eviseaeHbl NPUBHAKU 0CMeo-
XOHOpOo3a 0e3 epblicesvlX NPOsiAeHUll HA (POHe UCXO0OHO
OMHOCUMENbHO Y3K020 NO360HOYHO020 KaHana. Ha cmumyas-
YUOHHOIL 3AeKMPOHEUpoMUOpapUU ONUCAHBL NPUSHAKU MYH-
HeAbHOU Hegponamuu 10Kmego2o Hepea 8 KyOUmanbHom Ka-
Hane caeea. B meuenue nocredyroujux Heckonvkux mecsayes
cman ommeuams ampoguio mMululy 8 obaacmu npeonaeuss
caesa. Yepes 4 200a nocae debroma 6vinoaHeHa U20AbHAMAs
IMT, evis61eHa nepecmpolika NOMeHYUaN08 08ULAMENbHbIX
edunuy no HeipoeenHomy muny ¢ muomomax C6—CS§ ¢ 2 cmo-
POH, NPU HAAUMUY MUHUMANBHOL OeHeP8ALUOHHOL AKMUEHOCMU
6 moimyax kucmu. Ha ocnoganuu danbix snekmpoghuzuono-
euteckoeo uccaedosarnus 3zanodozpena CMA. Ilpu JTHK-0u-
aeHocmuke deneyusi 7—8-20 sk30H06 eena SMN 1 e ébisicneHa.
Hanpaesaen na koncyssmayuro 6 ®I'bHY HI[H 0as ymoune-
Hus duaenosa. Ilpu neeponocuueckom ocmompe 8ols64eHbl
CHUMICeHUe MblueuHoll cuavt 00 4,0—4,5 barna u mviuieunoie
2unompouu 6 OUCmanbHblX 0Moesax 1e6oi pyKu, CHUNCEHUe
21y00KUX peghreKcos 8 pyKax u ux nogoluleHue 8 Hoeax ¢ pac-
wupenuem peghrexcoeernvlx 30H. C yuemom munuuHoi Kau-
HUYeCKOll KapmuHbl (COOMeemcmayem nopa3ceHuto Ha weil-
HOM YPOGHe CHUHH020 M032d, ACUMMEMpUs CUMNMOMOS8,
M040001 603pacm nayueHma, Y3Kuil N0360HOUHbLI KAHA
no danusim pauee evinoanentol MPT weiinoeo omdeaa no-
360HOYHUKQ) BbICKA3AHO NPpednonodicerue o 60ae3nu Xupasma.
Ilayuenm nanpaeaen na MPT weiinoeo omdena no360HO4HU -
Ka ¢ QYHKUUOHANbHBIMU NPOOAMU (MAKCUMAAbHOe ceubanue

Mazcnumno-pesonanchas momozpagus weliHo2o omoeaa CHUHHO20 M032d
nayuenma c 6oae3uvro Xupaama (T2): a — HelimpaabHoe nOAOJNCEHUE: UCIMOH-
yeHue cnuHHo20 mo3ea Ha yposHe C5—C7, eunepuHmeHCcusHbll CUSHAN
Ha ypoghe C5—C7; 6 — noaodicenue MaKcuManbHo20 ceubaHUs: 8bipaiceHHoe
pacuuperue 3nUdypanbHo20 NPOCMPAHCMEA U KOMAPeccusi 0ypaabHO20 npo-
cmpancmea u cnuHHoeo mosea Ha yposre C5—C7, nepednee AUK8opHOe npo-
CMPAHCME0 He GU3YANU3UPYEMCsl

Cervical magnetic resonance imaging of patient with Hirayama disease (T2):
a — neutral position: thinning of the spinal cord at the level of C5—C7,
hyperintense signal at the level of C5—C7; 6 — high flexion: pronounced
expansion of the epidural space and compression of the dural space and spinal
cord at the level of C5—C7, the anterior cerebrospinal fluid space is not
visualized

eonoevl eneped). Ilpu MPT unmpamedyanapHo Ha yposHe
C5—C7 no360HK08 8bis18€Hbl 30HbL C POGHBIMU HeMKUMU KOH-
mypamu nO8blUeHHOU UHMEHCUBHOCMU CUSHAAA 8 pedcume
T2. Ilpu maxkcumanbHom ceubanuu Ha yposHe weiHo2o om-
dena no0360HOMHUKA BbISABASIOMCS YCUAeHUE KUpOo3a Ha YPosHe
C5—C7 no3601K08, 8bIpaiceHHoe pacuuperue SnU0YPalbHO-
20 NPOCMPAHCMEA U KOMApeccUs 0ypanbHo20 NPOCMPAaHCmMea
u cnunHoeo mozea Ha yposve C5—C7 nozeonkos; Habawda-
emcsi cMeujeHue CNUHH020 Mo3ea knepedu Ha yposne C5—
C7no360ouK08, nepednee AUKBOPHOE NPOCMPAHCMEBO He BU3Y-
aauzupyemcs (cm. pucynok). Taxum obpaszom, eviséneHHble
npu MPT usmenenus coomeemcmeyrom MOHOMEAUYECKOU
amuompouu (bore3nu Xupasima).

JlaHHBIi clly4yaii IEMOHCTPUPYET HEOOXOAUMOCTb BHU-
MaTeIbHOI OILIEHKHM BCEX KOMIIOHEHTOB KJIMHUYIECKOTO
CHHApPOMA: Y TTalleHTa C IIpU3HaKaMHi aCUMMETPUIHOTO
TepeIHepOroBOTo IIpoliecca Ha IMIEHHOM YPOBHE MMEJICS
MUPaMHUIHBIN CHHAPOM B HOTaX, YTO HE XapaKTePHO LIS
CMA ¥ 9eTKO yKa3bIBaeT Ha 1 ypoBeHb MOpakeHUSI (IIIeii-
HbIii). B Takoii cutyalium Heob6XoauMo 0COOEHHO BHUMA-
TEJIbHO OTHOCUTHCS K MOJIOABIM MAaIlMeHTaM, ¥ KOTOPBIX
BEPOSITHOCTh MaHMDECTAIIMN HEIPOTPEeCCUPYIOIIETO 3a00-
JieBaHUS — 00s1e3HU XUpasiMa — 0COOEHHO BeJIMKa.

BbiBOAbI

ITpoBeneHHBI HAMU aHAIN3 TTO3BOJISIET CIEJIaTh He-
CKOJIBKO Ba>KHBIX BEIBOIOB.

B pamkax HemnpepbIBHOIO MEIUIIMHCKOTO TTOCIICIH-
TUIOMHOTO 00pa30BaHMsI HEOOX0AMMa CUCTeMHas padoTa,
HaITpaBJIcHHAsT Ha TIOBBIIICHNE KBATU(PUKALINI B3POCIIBIX
HEBPOJIOTOB IO TIPO0IeMaM TeHeTUIECKI 00YCTIOBICHHBIX
HEpBHO-MBIIIIEYHBIX 3a0oneBanmii. Jlnarnoctuka CMA
Y B3POCJIbIX TTAIIMEHTOB MMEET PSII CIOKHOCTEH, CBSI3aH-
HBIX C 0COOCHHOCTSIMH KITMHUICCKUX TIPOSBICHUI TTO3I-
HUX DopM 3a00J1eBaHNSI, KOTOPHIC B 3HAUNTEIILHOM CTE-
TMEHU OTIMYAIOTCS OT Kilaccmdeckmx ommcanuit CMA
B PYKOBOJACTBaX, y4eOHMKaX M CIIpaBOYHMKAX. BaxHO
pPacIpOCTPAHSITh U TIPOTIaraHANPOBATH OITBIT TMATHOCTUKHI
B3pocibIx Gopm CMA, moy4eHHBIN B IIEHTpaxX 3KCIIep-
TH3bI (B UHCTUTYTAX, BEAYIINX KIIMHIUKAX, HAa TIPOMPIIBHBIX
Kadenpax CTpaHbl).

HaunbGomnee gacTeIM mMepBBIM TUAaTHO30M, KOTOPHIMA
OIMOOYHO BhICTaBsieTcs mamnueHTaMm ¢ CMA, siBnsieTcst
MUOIAaTH (B ITMPOKOM ITOHUMAaHUK 3TOTO TEPMUHA, T. €.
BKJTIOUAs pa3IMYHbIC BApUAHTHI IIPOTPECCUPYIONTNX MbI-
IIEYHBIX TUCTPODUIL, BPOKICHHBIX I MUTOXOHIPHATBHBIX
muonaTtuii u T.4.). [To maraeiM @®T'BHY HIIH, MuonaTust
oIpenelsieTcsT bojiee YeM B TIOJIOBUHE BCEX CIydacB He-
BEPHBIX AMATHO30B. TaKoi OMMOOYHONW HMATHOCTHUKE,
10 HAIIMM HaOJIONEeHUSIM, CIIOCOOCTBYIOT HEpEeIKO Ha-
omonaemoe y manmeHToB ¢ CMA trma 3 1 4 yMepeHHoe
noBeimeHne akTuBHOCcT KMK B KpoBH (BEICOKAST aKTHB-
HOCTb chiBopoTouHOU KMDK SBIISIeTCS THIIMIHBIM TTpU3HA-
KOM TIEPBUYHOTO MOBPEXICHUS MBIIIEYHOIO BOJIOKHA
M HabJII01aeTCsl B TIEPBYIO OUEPEIb MPU MUOTIATHUSIX). Takum
obpasowm, omnpeneneHne akTuBHoctTu KDK He momkHO
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BXOIUTH B 00S13aTEJIbHBINM TMATrHOCTHICCKUI aJrOPUTM
npu togo3peHn Ha CMA.

K uucny npyrux Hamubosaee TUIIMUYHBIX OIIUOOYHBIX
IMarHo30B y nauueHToB ¢ CMA tuma 2, 3 1 4 oTHOCSITCS
opToreanIecKre 3a00J1eBaHNsI, TIOIMHEBPOIIATHH, 00JIe3Hb
®punpeiixa u 00JIe3Hb IBUTATEILHOTO HelipoHa. [1o-Bu-
IUMOMY, liejecoobpa3Ho o0CyXaaTh ¢ MPOPUIbHBIMU
KJIMHUKAMU 1 OpraHaMu 3[paBOOXpaHEHUsI BO3MOXHOCTb
OpTraHu3alliyM U TIPOBEACHMS HAa MeCTaX aKTUBHOM IIeje-
HAIIpaBJICHHOM MePeoIleHKN KIMHUIECKOTO COCTOSHMUS
MalKXeHTOB C YKa3aHHBIMU TUArHO3aMU, B TOM YKCJIE C UC-
ITOJIb30BAHMEM BCEX COBPEMEHHBIX MCCICI0BATEIBCKIUX
TexXHOJIOTHiA. BrIsiBIIeHMe cpeay Hux 00bHBIX CMA (Takast
BEpPOSITHOCTB IIPEICTABIISICTCS] JOCTATOYHO peaIbHOM) TT0-
3BOJINT HE TOJIbKO MCIIPABUTH IMarHOCTUICCKYIO OIIHOKY,
HO ¥ (4TO BakKHEe) KaK MOXKHO OBICTpee Ha3HAUYUTh HO30-
MOIN(PUITMPYIONIYIO XXU3HECOXPAHSIONIYIO TePAITHIO.

Haur onbIT He TT0Ka3aj 3HauynMoii poii ODMI B ycko-
pennu gunarHoctnku CMA tuna 2, 3 u 4. Bosnee Toro,
nrarHo3 B OMI-oTpuiiaTeTbHOM MOATPYIITIe YCTaHABII-
BaJicsI maxe ObIcTpee, 4eM B DMI -momoxurensHoM. MHBI-
MM CJIOBaMH, IIPY BOZHUKIIIEM KJIMHIUYECKOM ITOH03PEHUN
Ha CMA nuarHo3 ObICTPO TOATBEPKAAICS TeHETUIECKU
(6e3 HeoOxommMoOcCTU TpuBjicdecHUss DMI'); HampoTHUB,
B 00J1ee cOXXHBIX ciydasx CMA MorIa I0JITO OCTaBaThCs
KIMHUYECKU HEPaCIIO3HAHHOM, M MAlIMEHTHI TOCTYIIAIN
Ha OMI u 3atem Ha JJHK-ananu3 mocraTodHO MO3IHO
(B pe3yipTaTe IINTEILHOTO THAaTHOCTUIECKOTO ITOMCKa).
XapakTepHo, 4TO B HaIllelt ceprur HAOMIOICHUA Y B3POCITBIX
MmauveHToB ¢ pa3sHbIMU TuntamMu CMA Ha DMIT 3a gonroe
BpeMsI U3 O0IIeH TPYIIIBI OBUIO HAIIPABJICHO JIUIITh OKOJIO
1/3 mamuenToB. YacTUYHO Takoe OoTHomeHHe K DMI
y IPaKTUIECKMX Bpadeil MOKHO CBSI3aTh C HEIOCTATOUHBIM
Y1CJIOM KBAIM(UITMPOBAHHBIX LIEHTPOB U TUIOXO JOCTYII-
HOCTbIO TPAMOTHBIX CIIELIMAIMCTOB B 3TOU CJIOKHOM 00-
nactu. Takoe TIpeArnoIoKeHNe TTIOATBEPKAACTCS TEM, UTO,
COIVIACHO HAIIIMM JaHHBIM, Hepeako DMI y 6omsHbEIx CMA
MIPOBOIMJIACH Y MHTEPIIPETUPOBAJIACh HE BITOJIHE KOPPEKT-
Ho. CremoBaTeIbHO, ONTUMU3ALNS TruarHocTuku CMA

—_

. Emery A.E.H. Population frequencies of inherited neuromuscular
disease — a world survey. Neuromusc Disord 1991;1:19—29.
DOI: 10.1016/0960-8966(91)90039-u
2. International SMA Consortium. Meeting report: International
SMA Consortium Meeting. Neuromusc Disord 1992;2:423-8.
DOI: 10.1016/50960-8966(06)80015-5
3. Lunn M.R., Wang C.H. Spinal muscular atrophy. Lancet
2008;371:2120—33. DOI: 10.1016/S0140-6736(08)60921—6
4. Oskoui M., Darras B.T., De Vivo D.C. Spinal muscular atrophy:
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Disease mechanisms and therapy. 1* edn. London: Academic Press,
2017. Pp. 3—17. DOI: 10.1016/B978-0-12-803685-3.00001-X
5. Lefebvre S., Burglen L., Reboullet S. et al. Identification and
characterization of a spinal muscular atrophy-determining gene.
Cell 1995;80:155—65. DOI: 10.1016/0092-8674(95)90460-3

TIpeaIioIaracT COBEPIICHCTBOBAHME 3HAHUI O TaHHOM T1a-
TOJIOTU U COOTBETCTBYIOIIUX IPAKTUICCKIX HABBIKOB
HE TOJIFKO HEBPOJIOTOB, HO 1 KIIMHUYIECKUX SJICKTPOHEIPO-
$U310IIOTOB (CIIEIINATIMCTOB B 001aCTH (DYHKITMOHAJTBHOM
JMarTHOCTUKM).

PematommM MeToqoM, OKOHYATEIBHO MOITBEpPKIa-
FOIIMM AVAaTHO3 JI000i1 KimmHIIecKoi (hopmbl CMA, B TOM
YIICcyIe M Yy TTALMEeHTOB B3POCIOro Bo3pacTa, seistercst JJHK-
WCCJICIOBaHNE C BBISIBICHUEM TUIIMIHOU ICICIINU 7-TO
9K30Ha TeHa SMN 1. OnHaKoO OIBIT MTOKA3bIBAET, UTO He-
KOppeKTHO BeiOpaHHbIi MeTon JIHK-nrnarnoctruku moxer
He TIPOCTO 0Ka3aThCsl HEMH(POPMATUBHBIM U, TI0 CYIIICCTRY,
0ECITOJIC3HBIM, HO M YBECTH B CTOPOHY OT IIPaBIJIBHOTO
IUarHo3a Ha goirue roabl. [1py HampaBieHWN MalueHTa
B CHELUMAN3UPOBAHHYIO MOJICKYISIPHO-TEHETUUECKYIO
JT1abopaToOpHIo0 HEOOXOIMMO YeTKO c(hOPMYINPOBAThH I10-
no3perre Ha CMA, TOCKOJIBKY HanOos1ee pacipocTpaHeH-
HBIE CETOIHSI METOABI MaCCOBOTO IMapajlICIBHOTO CeKBE-
HUpOBaHUS (ITaHEJIbHOE, SK30MHOE CEKBECHHPOBAHMNE)
HE TIO3BOJISTIOT OOHAPYXKMTb 3K30MHBIC ITePECTPOUKU.
15t KOppeKTHOI TUAarHOCTUKH IEJICIIAN 7-TO 9K30Ha TeHa
SMN 1 HeobXoaMO MPUMEHEHNE CTIEIMATbHBIX METOINK,
Taknx Kak MLPA-anamm3 ¢ maHenbsto Ha SMN-3K30HBI
(3TOT MeTOA NMPEACTABIISIETCS TTPEATTOUYTUTENBHBIM B CUITY
OTHOCHUTEJILHOM TIPOCTOTHI M BO3MOXKHOCTH OJHOBPEMEH-
HO OLIEHUTD J03Y «<MOIUMULIMpYIoIero» rena SMN2) nu-
00 METOIBI TAPTETHOTO KOJTMISCTBEHHOTO aHaIm3a (TT0JIH-
Mepa3Has IeITHasl peaklns B pealbHOM BpEeMEHN ).

C y4eToM BBIIIIECKA3aHHOTO OYEBUIHOMN CTAaHOBUTCS
3a/1a4a CO3IaHMUsI B Pa3HBIX PeTMOHAX CTPAHBI CTICIIMAIM -
3MPOBAHHBIX KOHCYJIBTaTUBHBIX U JICYCOHO-IUATHOCTHYIEC-
KUX 1IeHTpoB (KadbmHeToB) CMA, Ha 6a3¢ KOTOPBIX KBaJIH-
¢uLpoBaHHbIE M 00YIEHHBIC HEBPOJIOTH, PEaOMIINTOIIOTH,
TeauaTPhl, TCHETUKM MOTJIA OBl OKa3bIBaTh BCE BUIBI BHI-
COKOKBaIM(pUIMpoBaHHOM Tomomy nauveHtam ¢ CMA
¥ WICHAM MX ceMeil. DTO MO3BOJIMT IPUHIINITHAIBHO YITyd-
IINTh KaK IMATHOCTHKY, TaK 1 jJedeHne CMA, BKITIOUast
OITMMM3ALNIO SKOHOMWYECKOM MOJIETN Ha3HAYCHUS 3(-
(GEeKTUBHOI, HO TOPOTOCTOSIIIIEH TepaITim.
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U3yueHue 6MOMeXxaHNYECKUX aCMEKTOB aKTa
AbIXaHMA NPU MUACTEHUMN rPaBMUC 1 60J1e3HU
ABUraTeJIbHOro HEMPOHA € NOMOLLbIO
VNbTPa3BYKOBOr0 MCCNeA0BAHUA

IO.H. Pymxkesuu, O.B. Ianuesckasn, H. /. Yepnenko, C.A. JInxayes

T'Y «Pecnyoaukanckuil Hay4HO-npaKmu4eckKuil ueHmp Hegpoao2uu u Hetpoxupypeuu» Munucmepcmea 30pagooxpanernus Pecnybauxu
benapyco; Pecnybauxa beaapycs, 220114 Munck, ya. ©. Cxopunst, 24

KoHTaKThI:

Onbra BacunbesHa lanuesckas Olga-mx@mail.ru

BBepeHue. Mo Mepe nporpeccupoBaHus 6oNe3HN [BUTaTeNIbHOTO HEMPOHA M MUACTEHUM B MATONOTUYECKUI mpoLece
BOBJIEKAIOTCA [ibIXaTe/IbHble MblLULbl C PA3BUTUEM [ibIXaTebHON He[OCTAaTOYHOCTY, KOTOPas ABNAETCA OAHOMN U3 OCHOBHBIX
NPUYNUH CMepTU. [lbiXaTenbHble HapylWeHUs, 06yCcNoBNEHHbIE CNAaBOCTbIO U NaTONOrMYECKON MbIWEYHON YTOMAAEMOCTbIO
MbILUL, YACTO AUArHOCTUPYIOTCA C 3a[iePXKKON, YTO CBA3AHO C YMEPEHHOCTbIO U3MEHEHUI HA PaHHUX CTafuAx 6onesHu.
YnbTpasByKoBOe UCCNeoBaHNe AbiXaTeNbHbIX MblLL, ABAAETCA OAHUM U3 AONONHUTENbHbLIX METOA0B ANATHOCTUKM fiblXa-
TeNbHbIX HapYLLEHWA.

Lienb pa6oTbl — BbisiBNEHWE CYOKAMHUYECKUX MPU3HAKOB HAPYLWEHNS DYHKLMM AbIXATENbHBIX MbILIL, HA PAHHUX CTAAUAX
pasBUTUA BONE3HN MOTOHENPOHA M MUACTEHWUM C MOMOLLBIO YNLTPA3BYKOBOTO UCCNE[OBAHMS.

Marepuanbi n MeToAbl. YibTpa3ByKOBOE UCCIE0BaHWeE ObIO BbINONHEHO Y 19 (44 %) naumueHTOB ¢ 6oNe3HbI0 MOTOHENPOHA
1 24 (56 %) NaLMeHTOB C MUACTEHMEN; TPynMy CPAaBHEHUA COCTaBUM 35 3A0POBbIX JOOPOBOIbLEB. [IarHoCTMKa NPOBOAMNACH
Ha annapare Philips HD11 XE (Philips, CLUA) ¢ nuHeitHbiM satunkom 5-12 ML 1 KOHBEKCHBIM AaTunkoM 2-5 MIL.

BbiBoAbl. [0 cpaBHEHUIO C FPYNNOil KOHTPONA Y NALMEHTOB C 60NE3HbIO MOTOHEPOHA BbISBNEHO CTAaTUCTUYECKM 3HAUU-
MOe yMeHblUeHWe TONWMHbI Aacparmbl, aMNANTYAb ABUXEHUA fUadparmbl, BETUUYMHbBI MEXPEOEPHbLIX MPOMEXYTKOB,
AbIXaTesIbHO MOABMXHOCTM NOYEK CMPaBa M CNeBa NpU CNOKOWHOM U Iy6OKOM fibIXaHuWK, @ TakxkKe Ko3hduLmeHTa yTo-
weHus puacparmel cnesa (U, p <0,05). Y nauneHTOB ¢ MMACTEHMEN BbISABEHO CTaTUCTUYECKW 3HAYMMOE YMeHbLleHne
aMnANUTYAbI ABUXEHUSA Aadparmbl Npu My6OKOM AblXaHWUW CNPaBa, BEANYUHbI MEXPEBEPHbIX NPOMEKYTKOB NPH rIyHOKOM
AbIXaHuu cnesa u Kol buumenTa yronwenus anadparmol cnesa (U, p <0,05).

BbiBoabl. MonyyeHHble AaHHble OTpPaXaloT Hanuyne QYHKLMOHANbHbLIX U CTPYKTYPHbIX U3MEHEHWIt B UCCNeA0BAHHbIX
MbILLILAX, 4TO 06YCNOBIEHO UX CNABOCTbI0. YCTaHOBNEHbI YNbTPA3BYKOBbLIE MPU3HAKM HAPYWEHUs QYHKLUN fblXaTeNbHbIX
MblLULL, CBMAETENbCTBYIOWME O HANMYUK NATONOTUYECKOH YTOMAAEMOCTH U/ UK CNAaBOCTW AbIXATENbHBIX MbILLLL, 4TO MOXET
YKa3blBaTb Ha Pa3BUBAIOLLYIOCA UK YKe Pa3BUBLLYIOCA PeCUPaTOPHYI0 HE[OCTaTOYHOCTb. YNbTPa3ByKOBOE UCCNefj0BaHMe
ABNAETCA JOCTYMHbIM HEMHBA3UBHbIM METOLOM JOMONHUTENLHON ANArHOCTUKM AUCHYHKLMM PeCnMpaTOPHON MyCKynaTy-
pbl, 0CO6EHHO NpU ByNbOAPHBIX HAPYLWEHWUAX Y NALMEHTOB C 60NE3HbI0 MOTOHEHPOHA U MUACTEHWEN, KOTAA NPOBEAEHNE
CNUPOMETPUM 3aTPYAHEHO.
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Background. As motor neuron disease (MND) and myasthenia gravis (MG) progress, the respiratory muscles are involved
in the pathological process with the development of respiratory failure, which is one of the main causes of death. Res-
piratory disorders due to weakness and pathological muscle fatigue are often diagnosed with a delay, which is associ-
ated with the moderation of changes in the early stages of the disease. The ultrasound examination is one of the addi-
tional methods for diagnosing dysfunction of the respiratory muscles, however, the lack of methodological
recommendations leads to the heterogeneity of diagnostic data.

Aim. To identify subclinical signs of impaired function of the respiratory muscles in the early stages of the development
of MND and MG using ultrasound.

Results. Ultrasonography was performed in 19 (44 %) patients with MND and 24 (56 %) with MG; the comparison group
consisted of 35 healthy volunteers. Diagnostics was carried out with application of an Philips HD11 XE device (Philips,
USA), using a linear transducer with a frequency of 5-12 MHz and a convex transducer of 2-5 MHz. Compared with the
control, patients with MND showed a statistically significant decrease in the following parameters: diaphragm thickness,
diaphragm movement amplitude, intercostal spaces, kidney right and left respiratory mobility during calm and deep
breathing, and the diaphragm thickening coefficient on the left (U, p <0.05). Patients with MG showed a statistically
significant decrease in the amplitude of diaphragm movement during deep breathing on the right, the size of the in-
tercostal spaces during deep breathing on the left, and the coefficient of diaphragm thickening on the left (U, p <0.05).
Conclusions. The obtained data reflect the presence of functional and structural changes in the respiratory muscles,
caused by their weakness. Ultrasound signs of dysfunction of the respiratory muscles were established, indicating
the presence of pathological fatigue and/or weakness of the respiratory muscles, which may indicate either developing
or developed respiratory failure. Ultrasound is a non-invasive, inexpensive and safe diagnostic method and can be a good
and convenient way to detect dysfunction of the respiratory muscles, and in some cases can be an additional diagnos-
tic method (for example, when correct spirometry is difficult to perform due to the presence of bulbar disorders in MND
and MG).

Keywords: ultrasound examination, diaphragm, respiratory mobility of the kidneys, intercostal spaces, motor neuron
disease, myasthenia gravis
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BsepeHue

HepsHo-Mbimreunsie 6one3nu (HMB) — rereporeHHast
TpyIIIIa HO30JIOTUiA, 00beIMHEHHBIX CHMIITOMAaMM BOBJIC-
YeHMSI B MATOJIOTUISCKUI TTPOIIECC IMOMEPEIHOIIOI0CATOM
MYCKYJIaTypbl HE3aBUCUMO OT YPOBHSI IOPAXKEHUS (IBUTA-
TEJIBHOTO HelpoHa, TieprdeprIecKoro HepBa, CHHATICA WITH
MBIIIIEYHBIX BOJIOKOH). MoTopHbIe HapyineHus mpu HMb
MOTYT OBITh (QIIYKTyHpyomuMu (MuacteHus rpasuc (MI))
WY HEYKJIOHHO Mporpeccupyroimmu (OOKOBOM aMUOTPO-
dmaeckuii ckiepos (BAC), crimHaIbHas MBITIICUHAST aTPO-
¢ust, Muonuctpoduu 1 T.1.). BoBiaeueHne TbIXaTeIbHOM
MYCKYJIATYpPbl MOXET MPUBOOUTH K PAa3BUTUIO OCTPOU
WA XPOHUYECKOM AbIXaTeIbHOM HemocTarouHocT (JH),
KOTOpAasl SIBJIICTCSI OMHOM M3 OCHOBHBIX MPUINH CMEPTHU
MaluveHTOB JaHHOM Tpyniisl [1—3].

JnacdparmMa OTHOCUTCS K OCHOBHOM IbIXaTeIbHON My-
CKyJaType, e¢ BKJIaa B MI3BMEHEHIE 00beMa JIETKUX B 00Ip-
CTBYIOLLIEM COCTOSIHUM MPU CIIOKOMHOM JbIXaHUY B BEpTU-
KaJIbHOM M0JI0KeHuu cocTapisieT moutu 70 % (ocraibHOe
MIPUXOIUTCSI Ha pab0Ty COOCTBEHHO IPYIHOM KJIETKH) [4].
Bo Bpemst da3el cHa ¢ ObICTphIM ABIEKeHMeM 1a3 (REM-coH,
COCTaBJISIIONINI OKOJIO 25 % 00111ero BpeMeHM CHa) 9KC-
KypCHsI TPYIHOM KJIIETKA MaKCUMAJIbHO 3aBUCHUT OT pabo-
ThI radparmsel [5]. Dra da3a cHa XapaKTepu3yeTcsl CHU-
JKEeHNEM TOHyCa MYCKYJIaTyphl, B TOM YHCJIE TbIXaTeJIbHOM,
OIHAaKO aKTUBHOCTH AradparMbl IO JaHHBIM 3JEKTPO-

HelipoMuorauu He TOJIBKO He CHIXKAETCSI, HO M BO3pac-
Taer [6].

Ipu gpIxanmy mradparma OCyIIeCTBIISIET POJTh TIOPIITHSL.
Ha Bnoxe mnacdparma cokpaimaeTcs, TUIOIaab ee yMeHb-
IIaeTcs, a TOJIIMHA YBEIMIMBACTCS, KYITOJI YIIOIIASTCS
U CMEILAETCS B CTOPOHY OpIOIIHON TMOJOCTU, HapacTaeT
OTpUIIATEIbHOE BHYTPUILIEBPAIbHOE JaBJICHNE, YTO yYBE-
JIMYNBAET 00BEM TPYIHON KIIETKU. 3a CYET COKpaIICHUS
HapYXXHBIX MeXpeOePHBIX MBIIIII pedpa IMPUITOTHUMAIOT-
¢, IPUHUMAIOT TOPU30HTAIBHOE TTOJIOXKEHHE, UTO TOITON-
HUTEIBHO CHITKACT BHYTPUILIEBPAIbHOE TaBJICHUE 1 YBEITU -
yuBaeT o0beM JerkKux. Bo BpeMs BbImoxa amacdparma
pacciabJisieTcsi, BHOBb ITPHOOpPeTaeT KyIrnojaoo0pa3Hyto (op-
MYy, UTO TIPOMCXOMNUT OMHOBPEMEHHO C pacciaabIeHreM Ha-
PYXKHBIX MEXPEOEPHBIX MBIIIL] ¥ TACCUBHBIM OMYCKaHWEM
pebep, YTO B COBOKYITHOCTH YBEIMUMBACT BHYTPHUILICBPAIIb-
HOE JaBJIeHNE U YMEHbIIAET 00bEM IPYIHOM MON0CTH [7].

JAnchyHKIMS pecrpaTOPHBIX MBIIIIII SIBJISIETCS YaCTOM
npobnemMoii y mauueHToB ¢ HMbB u BapbupyeT oT nerkux
HapyIIeHW 10 HEOOXOANMOCTH B UICKYCCTBEHHOM BEHTH -
ngauuu nerkux [8]. PecnimpaTopHBIe paccTpoiicTBa, 00-
YCIIOBJICHHBIE CJTa00CTBIO ABIXaTEJIBHBIX MBIIIIl, YaCcTO
NPUBOJIT K TaKMM HeECTIeUM(PUUECKUM MPOSBICHUSIM,
KaK JHeBHas COHJIMBOCTb, YTPEHHSIS TOJIOBHAS 00JIb, HE-
OCBEKAOIINI COH, CHIDKCHUE TTaMSITH, BHUMaHUS U pa-
00TOCIIOCOOHOCTH, yJIaIlleHHBIC HOYHBIE MOUEHCITYCKAHUS
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u 1p. [9, 10]. JIaTeHTHO TIPOTEKAOIIIEe XPOHUIECKHIE Pe-
CIIMPATOPHbBIE HAPYLLIEHUS BEAYT K PAa3BUTUIO HOYHOM T~
IMOKCEeMUM, TUTIEPKAITHUN, alTHO3 CHa, (POPMUPOBAHUIO
aTeJIeKTa30B, IPUCOSTNHEHIIO MHQPEKIINN U YCYTYyOISHUIO
TaKMX CUMIITOMOB HEPBHO-MBIIIEYHON ITAaTOJOTHH,
KaK yTOMJISIEMOCTh, Oy/IbOapHBIE HAPYIIICHUS C OCJIadie-
HHEM KallUIs ¥ aCITUPAITiH.

Hamu 66111 mpoBeaeHbI 0030p IUTepaTyphl U COOCT-
BEHHBII ITOMCK C OIpene/ieHneM BO3MOXHOCTE MeToma
VIBTPa3ByKoBOTO mccienoBanus (Y3U), mo3BOJISIONIETO
OLIEHUTb CTPYKTYpPHbI€, OObEMHBIE U TMHAMUYECKUE T1a-
paMeTpHI UCCIIeMyeMbIX aHATOMUYECKIX CTPYKTYP C IEJTBIO
BBISIBJIEHUSI OCOOEHHOCTEN bIxaHus y nauueHToB ¢ HMbB,
B YaCTHOCTH ¢ 00JIe3HBI0 ABUTaTeIbHOTO HeitpoHa (B H)
1 MI, SBISIOIMMUCS COITMATbHO-3HAYNMBIMU ITATOJIOT -
SIMM, OTJIMYAIOIIMMUCS TUHAMUIHOCTHIO KIIMHUYECKOM
KapTuHBI (mporpeccupoBanue mpu bAH u GbicTpas me-
koMmeHcauust npu MI'), 9To o0yclioBIMBaeT BaXXKHOCTD
IVATHOCTUKHU JIATCHTHBIX PEeCIIMPATOPHBIX HAPYIICHUMA
npu HMB.

Ilean paGoThl — M3YYNTH OMOMEXaHMIECKHE aCIIEKThI
akTa apixanug y nauneHToB ¢ BJIH u MI' ¢ momonisio Y31
1 YCTaHOBUTH YJIbTpa3ByKoBhIe (Y3) Mpu3HaKW, yKa3bIBa-
I0I1ie Ha HAIM4YME CYOKJIMHUYCCKON IMaTOJIOTHIEeCKOM
YTOMJISIEMOCTH 1 /WY CIIa0O0CTH IBIXaTeTbHBIX MBIIIIII.

Martepuanbi u meToabl

st peanm3aniy 1eIn UCCIIeIOBaHYSI ObLTA BEIOPAHBI
KJIMHUYeCKU cTabuibHble natueHTsl ¢ BAH u MI' ns mo-
MCKa JIATeHTHBIX HApYIIICHUH IbIxaHusl. JlaHHbIe HO30J10-
MU OBUIY BBIOpAHBI B Ka4eCcTBe Mojeliell TUCHYHKIINN
JIBIXaTeTbHBIX MBIIII C 1IeJIBI0 TIOIydeHUsI OOIIero mpe-
CTaBJICHUS O HAJTMYUY JINOO OTCYTCTBUHU ITATOJIOTUICCKIX
W3MEHEHUIA CO CTOPOHEI OPraHOB IBIXaHUSI.

Kpurepnn BKITIOUeHUS B UCCIIETOBAHNE: TAIIMECHTHI
MY>KCKOTO U XeHCKOTO TToJ1a B Bo3pacte 18—80 et ¢ ycra-
HOBJICHHBIM nrarHo3om 13 rpynmsl BIIH (BAC, mporpec-
cupylouuii Oy1s0apHbIil mapajiny, IIepBUYHBINA O0OKOBOM
CKJIEPO3, TIPOTPeCCUpPYIONIas MbIlIeuHast aTpodusi) 1 MI.
Kputepun nckirodeHns:: IpoBeIeHNE NCKYCCTBEHHOI BEH-
TWISIIAN JIETKUX, TSDKEJTble TICUXUIEeCKIe PacCTPOKMCTBa,
JIEKOMITEHCALIVST COMAaTHMYECKOT'O cTaTyca, 0epeMeHHOCTb.

Huarno3 BJIH/BAC ycraHaBiImBajcs COTJIacHO YyTOU-
HEHHBIM KpUTEpUSIM Diib-DcKopuai [11] mo anropurmy
Awaji—Shima [12]. Jlnarno3 MI ycTaHaBiavBaJics IIpyu Ha-
MYy BeeX 4 (HeCOMHEHHBIN TMAarHO3) WIN 3 KpUTEPHEB
13 4 (IOCTOBEPHBII) B COOTBETCTBUY C PEKOMEHIAITNSIMU
Bcepoccuiickoro obmiecta HeBpoJioros [ 13]. ITammeHTH
¢ MTI' B 3aBUCMMOCTH OT TSIKECTU COCTOSTHUSI TTOJIydajIn
pa3HbIe KOMOMHAIIUY THPUIOCTUTMITHA OPOMMIA, METHII-
MIpeaHU30JI0HA, a3aTUOIIPHHA, JIedeOHOTO TTa3Madepesa.
IMepen npoBenenneM Y3U mpenapathbl He OTMEHSUIUCD.
CrnipoMeTpus Ha MOMEHT BKJTFOUSHHSI TTALIMEHTaM He TIpo-
BOIMJIACH.

Bcero Y3U pecnimpaTOpHBIX MBI ObLIO BEITTOJTHEHO
y 78 uenoBek: y 43 naunentoB ¢ HMB (u3 Hux 19 (44 %)

¢ BAH n 24 (56 %) ¢ MT') u 35 nauueHTOB Ge3 MPU3HAKOB
HEPBHO-MBITIIEYHOU TTATOJIOTUH U TTIOPAXKEHMS TBIXaTeThb-
HOI CMCTEMBI, BOLIEAIINX B TPYIIITY CpaBHECHUSI.

B rpynnie B/IH 13 19 nmauuenTtos 6610 11 (58 %) Myx-
yuH U 8 (42 %) XeHIMH, MeaMaHa Bo3pacTa CoCTaBuIa
64 [57; 68] rona. boablnyio yacts 601bHBIX B rpymie b/IH
coctaBuiu nauueHTsl ¢ BAC — 14 (74 %) denosek (1o
mikane ALSFRS-R 40 [36; 44] 6amutoB), 3 (16 %) manmeH-
Ta OBUIY C TIPOTPECCUPYIOIIUM OYIbOAPHBIM MAPATUYOM,
2 (10 %) — c nepBUYHBIM OOKOBBIM CKJIEPO30M. B rpyrme
naupeHToB ¢ BAC 5 (36 %) naiLineHTOB MMeu OYJIL0apHYIO
dbopmy, 6 (43 %) — weitHo-rpyaHyo u 3 (21 %) — mosic-
HUYHO-KpecToBylo ¢dopMy BAC. Ipyrnmy KoHTpoms co-
ctaBum 18 yenoBek — 6 (33 %) myxuuH u 12 (67 %) xeH-
LIWH, MeanraHa Bo3pacra — 57 [55; 64] net. [pyrb! Obln
cxonHbI 1o Bozpacty (U, p = 0,09) u ony (3%, p = 0,19).
AKTHBHBIX XaJ100 CO CTOPOHBI OPTaHOB IbIXaHUSI ITAIleH-
ThI HE TIPEABSBIISUINA, HO TIPY JETAITBHOM PACCIIPOCE B TPYII-
ne bJIH 4 (21 %) nauueHTa OTMETWIN 3aTPYAHEHUE Hbl-
XaHWS B TIOJIOXKEHUM JieKa, OCTAHOBKM JTBIXaHUS BO CHE;
y 3 U3 HUX BBISIBJICHBI KIIMHUYECKIE TTPU3HAKN HApYIICHUS
IBIXaHWS B BUAC CHIDKCHUS 9KCKYPCUU TPYIHON KIIETKH,
3aTPYIHEHUS BIOXa B TOPU30HTATIHLHOM ITOJIOXKEHUT 1 YME-
PEHHOIT OIBIIIKY B TIOJIOKCHUH JIeXKa Ha CITHE.

B rpyrinie MI' Y3U BbinosiHeHo 24 natvientaM (8 (33 %)
MyXXurHaM u 16 (67 %) XeHIIMHAM), MeIraHa Bo3pacTa
cocraBwia 48,5 [33,5; 62,5] roma. Ha MOMeHT BKJITIOUEHMS
no knaccudpukaumym MGFA maumeHTs MUMeIU pa3HbIi
KJIACC TSDKECTH cocTostHus: Kiace 1 — 5 (21 %) mauueHToB,
kinacc 2a — 3 (12,3 %), kinacc 2b — 5 (21 %), xnacc 3a —
1 (4,1 %), xnacc 3b — 7 (29,3 %), kinacc 4a — 1 (4,1 %),
kimacc 4b — 1 (4,1 %), n 1 (4,1 %) nauumeHTKa 6bUIA B CO-
CTOSTHUM KOMITeHcalnu. [pyImmy KOHTPOJISI COCTaBUIN
35 genoBek (12 (34 %) myxuuH 1 23 (66 %) XKeHIMHBI),
MeauaHa Bo3pacta — 47 [32; 57] net. [pyniibl ObUTM CXOTHBI
o Bo3pacty (U, p = 0,62) u iony (%, p = 1,0). [TaumeHTHI
¢ MI Takke akTUBHO KaJ100 CO CTOPOHBI OPTraHOB IBIXaHUST
He MPeIbsIB/ISUIN, IIPY YTOUHsIIo1eM ompoce 5 (21 %) 60i1b-
HBIX OTMEYaJIM 3aTPYTHEHNE TBIXaHUS, TTOSIBJICHUE OIbIIII-
KU TIpY Harpy3Ke, 3aTpyIHEHHUE TbIXaHUS 10 YTpaM, M3 HUX
y | maumeHTa BBISIBIICHB KIMHUYECKHUE IIPU3HAKA HAPy-
IICHUsI ITBIXaHUs B BUIC YBETWYCHUS YACTOTHI JbIXaHMSI
Ipy Harpy3Ke (BO BpeMsI pa3roBopa). MemnaHa 4acTOTEHI
nbIxaHus Kak y namueHToB ¢ b/IH, Tak u y manueHTOB
¢ MT cocrasuma 17 [17,0; 17,0] npIxaTeIbHBIX IBUKEHUI
B MUHYTY.

V3-mpnarHoctuka npoBoguiiack Ha ammapate Philips
HD11 XE (Philips, CIIIA) B moyioxkeHUY ITalleHTA JIexKa
Ha CIIMHE C MCITOJIb30BaHMEM JTMHEWHOTO TaTYMKa ¢ 9ac-
ToToit 5—12 MIi1 u koHBekcHOTrO narduka 2—5 MIir B 2D-
n M-pexume. Kaxnoe nsmepeHre IpoBOIUIOCH TPOE-
KpaTHO, B aHAJIU3 BKJIIOUYAJIMCh CpeaHME 3HaYeHUs. Bce
M3MEPEHUS MPOBOIMINCH TIPH CITOKOMHOM U TIyOOKOM
IBIXaHWH, TIOCIICTHEE — C IETBI0 IIPOBOKALIMY YTOMJICHUSL.

Busyanmmzanmio n n3MepeHne AbIXaTeIbHOM TTOIBIK-
HOCTH MPABOT0 1 JICBOTO KYIOJIOB nrachparMbl BEITTOTHSLIIN
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HepBHo-mbiweyHbie 5OJIE3HH

W3 TIPABOTO M JICBOTO ITOApeOephsl MPU CKaHMPOBAHUU
IO CPeTHEKITIOUYNIHOM TMHUN B KOCOM IMPOEKIINH 10 Ha-
MpaBJICHUIO K KyIoy nradparmel (puc. 1). U3mepenue
aAMIUTUTYIBI IBYDKCHUS TracparMbl IIPOBOAMIN B M-pe-
XKMME TIPU CITOKOMTHOM U TJTyOOKOM IbIXaHWU.

Busyanuszamnuro 1 n3aMepeHne TOMIMHBI MBIIIICTHOM
yacTu nracdparMbl IIPOBOIMIN B 001aCTH peOepHOil ee
YacTW IPU CKAHUPOBAHUM B MPOIOJBHOMN IIPOCKIINU
10 TiepeIHe MOAMBIIICYHO IUHUHN. M3MepeHUS TIpo-
BOIMIIH B 2D-pexkrmMe Ipy CITOKOHOM U TITyOOKOM IBI-
XaHuMm (puc. 2).

HccnenoBanne OBpIXaTeIbHOM MTOABIKHOCTH TTOYKHU
mpoBOIWIN B 2D-pexmMe B MPOMOJBHON IIPOCKIINH,
MO MEPEeTHEN U CPETHEN TOAMBIIEYHOU JIMHUU, HETTO-
IIBIDKHO YIEPKMBasl yIBTPa3BYKOBOM TATYNK B BEIOpAHHOM
MMO3UIIMHY 1 HAOIIomasi B pealbHOM BpeMEHH IIPOIOJIBHYIO
SKCKYPCHIO TIOYKH, CHHXPOHHYIO ¢ AbIxaHueM (puc. 3). [lep-
BBII M3MEPUTEIIBHBIN MapKep YCTaHABIUBAIN W (DUKCH-
POBaJIM HA MOHHUTOPE B 00JIACTH BEPXHETO ITOIFOCA TTOUKHU
Ha BBICOTE CITOKOITHOTO BIoXa. 3aTeM Ha BBIIOXE M300pa-
XKEeHUE «3aMOpaXnBaJl» U B 00JIACTH BEPXHETO MOJIfoca

Puc. 1. Ilonosxcenue yrempazeyko6o2o oamuuxa npu uccae0o8aruu noo-
BUIICHOCMU NPasoeo (a) u ae6oeo (6) Kynoaoe ouagpazmsl no cpeoOHeKAH-
YUYHBIM AUHUAM (VKA3AHbI YEPHBIMU NPOOOAbHBIMU AUHUSMU)

Fig. 1. The position of the ultrasound transducer when detecting the mobility
of the right (a) and left (6) domes of the diaphragm along the midclavicular
lines (indicated by black longitudinal lines)

Puc. 2. Toawuna ouagpazmot, usmepsemas No paccmosHuIO mMexcoy Mapke-
pamu Ha gvidoxe (a) u Ha gdoxe (6)

Fig. 2. The thickness of the diaphragm measured as the distance between
markers on exhalation (a) and on inspiration (6)

TMOYKM yCTaHABIWBaIM 2-1 Mapkep. PaccrosHue mMexmy
2 MapKepaMU COOTBETCTBYET IbIXaTeIbHOM TTOIBUKHOCTHI
MOYKH. AHAJIOTMYHBEIM 00pa30M IIPOBOIVIIN M3MEPCHMS
TIpY TIyOOKOM IIBIXaHUH.

H3mepeHne MexXpedepHOTro ITPOMEKYTKa ITPOBOIMIIA
MO0 TepeaHeil MOAMBIIIEYHON JTMHUN (MU CPEeTHEKITIO-
YUYHOI1) Ha ypoBHE 6—8-10 pebpa JMHEAHBIM JaTYINKOM
B 2D-pexnme. JJaTIrK yCTaHABIMBAIN B KOCOM MPOCSKITNH,
MEePIeHANKYJISIPHO HAIPaBICHUIO X0aa KOCTHOM JacTu
pedep. daa onTUMU3ay M KOHTPOJIS TTOJIOKEHUS AaT-
YUKa CTPEMIUINCH K HANMEHBIIIEMY PACCTOSTHUIO MEXIY
coceqHUMH pebpamut. HemonBimkHO ymepskuBast Y3-1aTanK
B BBIOpAHHOM IMO3MIIMH, TOCIEIOBATEIbHO COXPaHSIIN
3 M300pakeHMST: Ha BBIIOXE, HAa CITOKOMTHOM U TJIyOOKOM
Broxe. M3sMepeHns1 BeTMIMHbBI MeXXpeOepHBIX ITPOMEXKYTKOB
TIPOBOIMIIA Ha «3aMOPOKEHHBIX» N300pakeHMSX (pHcC. 4).

B uccnenoBannm Takke IPUMEHSIICS pacYETHEIM T10-
KazaTeJlb K03 hUIIMeHTa YTOMIIeHU TuadparMel, ompe-
TEJISTIOIIETO COKPATUTEIbHYI0 (DYHKINIO auacdparMbl, —
OTHOIIIEHNE TOJIIWHBI TradparMbl B KOHIIE CIIOKOWHOTO
BIIOXa K TOJIIWHE nTracdparMbl B KOHIIE CITOKOHOTO BbI-
Joxa.

CratrcTudecKast 00paboTKa JaHHBIX IIPOBOIMIIACK C TT0-
MOIIBIO ITporpaMMEI Statistica 10, pe3ysraThl IpeacTaBIsIN

BbIAOXE BJOX
exhale inhale

Puc. 3. Uzmepenue dvixamenvHoli hoosuxscHocmu nouKu (NosicHeHUe 6 mekcme)

Fig. 3. Measuring of the respiratory mobility of the kidney (explanation in the text)

Puc. 4. Beauuuna mexcpebeproco npomedcymra, uzmepsemas no paccmo-
SAHUIO Medicdy MapKepamu Ha gbldoxe (a) u Ha edoxe (6)

Fig. 4. The intercostal space measured as a distance between markers on exha-
lation (a) and on inspiration (6)
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B Buze Me [LQ; UQ], cpaBHUTETbHBIN aHATA3 BHITIOTHSIIA
C WCIIOJIb30BaHMEM KpuTepnsi MaHHAa— YUTHU, pa3indne
MEXIy TPpYyITiaMy OLIEHUBAJIU TTPU TIOMOIIM KPUTEPHSI 2.

Pe3synbrathbl

[Ipu ipoBeneHUM MCCIeIOBAHMS TBIXaTeTbHBIX MBI
y nauueHToB ¢ BJIH 1 MI 1o cpaBHEHUIO C KOHTPOJIBHBI-
MM TPYIIIaMU BBISIBJICHO 3HAYMMOE CHIDKEHUE psima Y3-1a-
paMeTpOB M3yJ4aeMbIX CTPYKTYp (Tabm. 1, 2).

¥ nauuenrtoB ¢ BJIH 1o cpaBHeHUIO C KOHTPOJIbHOMI
TPYIIION BBISIBJICHO CTATUCTUICCKU 3HAUYMMOE CHIDKCHIE
Y3-mapameTpoB auadparMbl, BETUIUHBI MEXPeOEPHBIX
ITPOMEKYTKOB, TbIXaTeIbHOM MOABYDKHOCTH TTOYKH KaK ITPHU
CITOKOITHOM, TaK U 1pu rayookom aeixannu (U, p <0,05).
Hawnbo:ee BeIpaskeHHBIMI M3MEHEHMSIMI OBUTH CITCTYIOIIIE:
YMeHBIIIEHNE TOJIIMHBI qradparMbl B KOHIIE CIIOKOHOTO
pooxa cieBa (U, p = 0,0005), a Takke B KOHIIE TIIyOOKOTO
Booxa cmapasa (U, p = 0,001) u crnesa (U, p = 0,0003);
CHIDKEHME aMIUTUTYIBI IBIDKCHUS AuadparMbl IIpU CIIO-
koitHOM (U, p = 0,008) u rirydbokom aeixanmu ciieBa (U,
p = 0,004); yMeHbIIICHNE BeIMIMHBI MEXPeOePHBIX TIPO-
MEXXYTKOB B KOHIIE CITOKOMHOTO0 Bioxa ciiesa (U, p = 0,007),
a TakKe B KOHIIe IIyboKoro Bmoxa crpasa (U, p = 0,002)
u caesa (U, p = 0,002).

ITpu cpaBHeHUM pe3yabTaToB Y3 B rpymIie manueH-
TOoB ¢ MI' 3HaueHUsT Bcex MapaMeTpOB ObUIM HUXE, YeM
B TPYIIIIe KOHTPOJISI. BBISIBICHBI CTATUCTUYECKU 3HAYMMOE
CHIDKEHUE aMIUTATYIbI IBIDKEHUS qradparMbl TIpH I1y60-
koM nbixannu cripasa (U, p = 0,04) 1 yMeHBIIICHUE BEIH-
YUHBI MEXPEOCPHBIX TIPOMEXYTKOB B KOHIIE TIyOOKOTO
roxa cieBa (U, p = 0,03), a Takke yMeHbIIeHIE KO3(P M-
MeHTa yromeHus nuadparmel ciaesa (U, p = 0,004).

Takum o6GpazoM, B HallleM MCCAEI0BAaHUU ObLIU BbI-
SIBJICHBI TIPU3HAKY (DYHKITMOHAIBHO HECOCTOSITCIIBHOCTH
npIxaTeabHbIX MbI npu MIT u BAH. Btn usmenenus
OBLIN BEISIBJICHBI Y TAIIMEHTOB, ObIXaTeJIbHbIC HAPYIICHMS
Y KOTOPBIX CJIOXHO OBUIO 3aITOHO3PUTH IPU ITePBUIHOM
KIMHUIECKOM OCMOTpE, TaK KaK aKTUBHBIX 3Kaj100 Ha IbI-
XaHWe TTaIMeHTHI He TpeabsaBisin. [Ipu HarpaBieHHOM
JIETATBHOM OITPOCe KaJI00bI CO CTOPOHBI OPTAHOB IBIXaHUS
npenbsapiasiin 21 % maluueHToB 00euX IPYILIL, T. €. KaXIbIii
5-it mamenT ¢ B/IH 1 MI. «CrepThie» KIIMHNYECKUE TTPU-
3HAKU HAPYILEeHUs ObIXaHKs ObUIM BhisIBIIEHbL Y 19 % na-
urenToB ¢ BJIH (y kaxmoro 5-ro) u y 4,2 % nauueHToB
¢ MT (y kaxmoro 25-ro).

06cyxpeHue

Ilepeuenr HMb ¢ nopaxeHuem IbIXaTeJIbHOI CUC-
TeMBbI J0BOJbHO obmupeH [1, 14—16]: BAC, nporpeccu-
pyroIiass MbIIIeIHAasT aTpOhUsI, CIIMHAJIbHAS MBIIIICYHAST
atpodus, nonruoMuenut, cuHapom [uitena—bappe, monu-
HeHpoIaTus KPUTHICCKUX COCTOSTHUM, OMHOCTOPOHHUI
WX IBYCTOPOHHMIT apaind nracdparMbl, 00JIe3HN HEPB-
HO-MBbIIeYyHOro cuHamnca (MI, BpoxxaeHHbIe MUACTEHU -
YecKre CMHIPOMEBI, OOTYJIM3M), HACIECACTBEHHBIE MHO-
MaTuM (IIPOTPECCUPYIOITNE MUOTUCTPOGUN, BPOXKICHHBIC

MUOIIATUH, BPOXICHHBIE MUOAUCTPODUN, METabOIMIeC-
KUe MUOMATUN).

BoxkoBoit aMroTpodIecKuit CKIepo3 — camast 4acTast
Ho3ojorus u3 rpymnnbl BAH, siBasieTcsi HEYyKIIOHHO TIPO-
TpecCUpPYIOIINM HelipolereHepaTUBHBIM 3a00JIeBaHUEM,
KOTOpOE COMPOBOXAACTCS OBICTPHIM MPUCOCINHEHUEM
IBIXaTeJbHBIX HApYIICHWH M M3MeHeHUEM (GYyHKIINU
¥ CTPYKTYPHI MBIIIII, B TOM YUCJIE PECITMPATOPHEIX. Takume
dopmel B/IH, kak mporpeccupyroninii 0yas0apHbIii Tapa-
JINY, TICPBUYHBIN OOKOBOM CKJIEPO3, IMPOrpPecCHpyoIIast
MBIIIIEYHAsT aTPOGUsI, OTINIAIOTCSI CBOeOOpa3rieM KIIMHM-
YeCKOU KapTUHBI U 9acTO 0oJiee MeUICHHBIM IIPOTPEeCCH-
pOBaHMEM, 1 TIPY 3TOM MOTYT TpaHchopmuporatscst B BAC
[16—18] ¢ pasBUTHEM TUITMYHON KIMHUYECKON KAPTUHBHI,
B TOM YMCJIe C IBIXaTeJIbHBIMU HAPYIICHUSIMU, KOTOPBIC
BBISIBJITIOTCS TIPAKTUICCKHU Y BCEX TEPMUHATBHBIX TAIIM-
eHros [19].

MuacTeHusT TpaBUC — ayTOMMMYHHOE 3a00JjieBaHNeE,
KOTOPOE XapaKTepu3yeTcs (hIyKTYUPYIOIICH MaTOIOTHIeC-
KO MBIIICYHON YTOMJIIEMOCTBIO C YaACTBIMU JCKOMITCH-
CalisSIMU, HEPEIIKO C pa3BUTHEM PECIIMPATOPHBIX OCIIOKHE-
Huit. Beinenstior 2 ocHoBHBIE (hopMbl M I reHepam3oBaHHYIO
¥ TJIa3HYI0, KOTopas B 2/3 cilydaeB IIepeXOoanT B TeHepa-
Jm3oBaHHY0 [20]. B cooTBeTCcTBMM ¢ KaccudpuKauei
MGPFA npIxaTenbHBIC PacCTPOMCTBA BCTPEUAIOTCS TIPH JIFO-
0oM KJtacce TsoKecTH reHepan3oBanHoi MI [21]. U eciim
B IeOIoTe 00JIe3HN PeCIIMPaTOPHBIEC MBIIIIBI ITOPAsKEHBI
y 1—4 % naiueHTOB, TO B JalbHEMIIEM BOBJIEUYEHUE IbI-
XaTeJIbHbIX MbILIL BcTpevyaercs y 30—40 % mauueHTOB
c MT [22].

PanHee oOHapyXeHME NBIXaTEJIBHBIX HapYIICHUM,
B TOM YHCJIe CYOKITMHNYECKUX, Y naiueHToB ¢ HMDb sB-
JIIeTCs KpaliHe BaxkHO 3amaueii. CIIOXKHOCTb TUAarHOCTH -
KU peCIMpaToOpHOM TCHYHKIINT 00YCIOBICHA pa3BUTHEM
B HOYHOE BpeMd [2, 5], a Takke HecleInMUIHOCTHIO 3Ka-
J100 (YTpeHHME TOJIOBHBIC 00JIN, CHIDKEHHE TTaMSITH 1 BHU-
MaHus 1 Ap.). OmHAKO, HECMOTPSI HAa OTCYTCTBHE YIpoXKa-
IOIINX COCTOSTHWI, MMEIOIINECS] HapyIIeHUs TIPUBOIST
K YBEJIMUCHUIO SHEPro3aTpar IIsk 00ecIiedeHNST afeKBaT-
HOM BeHTU MM Jierkux [23]. [ToBeIlIeHHasT Harpy3Ka Ha
ocJabJIeHHbIE MBIIIIBI HEM30€KHO BEACT K Pa3BUTHIO
xponmueckoii [IH. [Tporcxonnt 3aKkOHOMEpHOE CHIDKEHHE
KadyecTBa CHA M Ka4eCTBa KM3HU MAIIMeHTOB U (TP OTCYT-
CTBUU aJIeKBAaTHBIX MEPOIPUSITUI) pPa3BUTHE YPTEHTHBIX
COCTOSITHUM.

B Hacrosiiee BpemMs UMeeTCs psii AMarHOCTUYECKUX
WHCTPYMEHTOB IIJIST BBISIBICHUS TUCHYHKIINY TbIXaTeThb-
HOM MYCKYIaTyphl (CITUPOMETPHUSI, IMYTbCOKCUMETPUSI,
noymrpadus u T. 1.). OmHAKO KaXKIbIil METOI MMEET CBOU
orpaHnueHus. HampuMmep, cuporpacdus He gaeT WH-
dopMany 0 IBIXaHWU B HOYHOE BpeMsi, a HOUHAS TH-
TMOKCEeMUS TIPH ITYJIBCOKCUMETPHUH WIIN TTOJIMCOMHOIPaA-
um aBnstercss HecmennPUIECKUM MPU3HAKOM 1 MOXKET
HabomaTbCs NpU 00JE3HSIX KPOBU, CEepAlia, JEeTKUX,
HO TIpY 3TOM (DYHKIIUS TBIXaTEIbHBIX MBIIIII] MOXKET OCTa-
BaTbCSI COXPAHHOM.
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Tabmmua 1. Pe3yasmamot y1empazeyk06020 uccae008anus ObiXamenbHuiX Mbluly Y NAUUEHMO6 ¢ 00Ae3HbI0 08U2amenbH020 HelpoHa

Table 1. The results of ultrasound examination of the respiratory muscles in patients with motor neuron disease

Parameter

T/ na Beiioxe D, cm
ThD on the exhale D, cm

T/ Ha BBIIOXE S, CM
ThD on the exhale S, cm

T]1 B KoHLIe croKoiHoro Booxa D, cMm
ThD at the end of quiet breath D, cm

T/ B KOHIIE CITOKOWHOTO BIOXa S, CM
ThD at the end of quiet breath S, cm

T/ B KoH1Ie riTy6okoro Baoxa D, cm
ThD at the end of deep breath D, cm

TJ1 B KoH1Ie TITyOOKOTO BIoXa S, cM
ThD at the end of deep breath S, cm

AJI/] mpu ciokoiHOM abixanuu D, cm
ADM while quiet breathing D, cm

AJ1J1 Tp¥ CTIOKOIWHOM ITBIXaHUU S, CM
ADM while quiet breathing S, cm

AJ1J1 mpu T1y60KoM abixaHuu D, cm
ADM while deep breathing D, cm

AJI/I mpu ri1yOOKOM AbIXaHUU S, CM
ADM while deep breathing S, cm

MII na BeImOXE D, cM
IcS on the exhale D, cm

MII Ha BBIIOXE S, CM
IcS on the exhale S, cm

MII B KoH1Ie crioKoitHoro Baoxa D, cM
IcS at the end of quiet breath D, cm

MII B KOHIIE CITOKOMHOIO BAoOXa S, cM
IcS at the end of quiet breath S, cm

MII B koHI1Ie TIy60KOTO BAoxa D, cm
IcS at the end of deep breath D, cm

MII B XoHIIe TIIy0OKOTO BIoXa S, cM
IcS at the end of deep breath S, cm

JITTIT mpu criokoiiHOM bixaHuu D, cm
RMK while quiet breathing D, cm

JIITT mpu cOKOMHOM ABIXaHUU S, CM
RMK while quiet breathing S, cm

JIIIT mpu riry6oKoM apixaHuu D, cm
RMK while deep breathing D, cm

JTIIT mpu riry6oKOM IBIXaHUU S, CM
RMK while deep breathing S, cm

KYA D
ThRD D

KYI S
ThRD S

Motor neuron disease patients (n = 19),
Me [LQ; UQ]

0,18 [0,16; 0,22]
0,19 [0,16; 0,20]
0,21 [0,18; 0,25]
0,21 [0,18; 0,23]
0,27 [0,21; 0,31]
0,28 [0,24; 0,32]
1,06 [0,60; 1,74]
0,97 [0,7; 1,33]
4,3[1,71;5,38]
3,06 [1,85;4,31]
1,90 [1,77; 2,13]
1,90 [1,81; 2,08]
1,97 [1,82; 2,20]
2,04 [1,85;2,19]
2,08 [1,96; 2,39]
2,23 [2,04; 2,46]
1,14 [0,70; 1,41]
0,94 [0,86; 1,11]
2,71 [2,54; 4,50]
3,40 [1,92; 4,40]
1,10 [1,08; 1,20]

1,12 [1,06; 1,16]

Control group (n = 18),

Me [LQ; UQ]

0,20 [0,18; 0,23]
0,20 [0,19; 0,23]
0,24 10,21; 0,32]
0,24 [0,23; 0,31]
0,3210,29; 0,39]
0,36 [0,32; 0,45]
1,53[1,17; 1,84]
1,32[1,22; 1,88]
5,65 [4,11; 6,37]
4,7914,17; 5,81]
2,09 [2,03; 2,21]
2,13 2,06; 2,19]
2,19 [2,14; 2,36]
2,26 [2,19; 2,38]
2,4312,37;2,57]
2,47 [2,42;2,59]
1,511,32; 1,83]
1,38 [1,31; 1,53]
4,53 [3,69; 5,35]
4,22 [3,57; 4,69]
1,13[1,10; 1,33]

1,23 [1,16; 1,31]

0,06
0,01*
0,03*
0,0005*
0,001*
0,0003*
0,04*
0,008*
0,02*
0,004*
0,02*
0,02*
0,02*
0,007*
0,002*
0,002*
0,004*
0,0002*
0,03*
0,02*
0,11

0,002*

*3nauumoie pazauvus npu p <0,05 (kpumepuii Manna—Yumnu). T — moawuna duagppaemor; ALl — amnaumyda deusxcenus
duaghpaemoi; JI1I1T — dvixamenvhas nodsuxcrnocmo nouxu; MII — mexncpebepnuiii npomexcymok; KV — koagpduyuenm ymoawenus

duagpaemot; D — cnpasa; S — cresa.

*Significant differences at p <0.05 (Mann—Whitney test). ThD — thickness of the diaphragm; ADM — amplitude of the diaphragm movement; RMK —
respiratory mobility of the kidneys; IcS — intercostals spaces; ThRD — thickening ratio of the diaphragm; D — right; S — left.
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Tabmuua 2. Pe3yasmamst y1ompasgyKo6020 uccae0o08anus 0biXamenbHuiX Moy Y NAUUEHMO8 ¢ MUudacmeruell epasuc

Table 2. The results of ultrasound examination of the respiratory muscles in patients with myasthenia gravis

Parameter

T/ Ha BEImOXE D, cM

Myasthenia gravis patients (n = 24), Me [LQ; UQ] | Control group (r = 35), Me [LQ; UQ]

ThD on the exhale D, cm 0,18 10,16; 0,20} 0,1910,17; 0,22] 0,64

¥hHDH:nBtI;11£Sf}?aISe’SC,I\gm 0,180,17; 0,21] 0,1910,17;0,22] 0,56

e ey 0.21[0,19; 0.24] 0,21(0,19; 0,27] 0,63

e 0,22[0,20; 0,25 0,23 [0,20; 0,28] 0,31

Thb ¢ the e o e breat Dy o 0.28[0,25: 0.34] 0,31 [0.26; 0,35 0.61

e 0,30 0.25: 0.35] 0,320.28; 0,39] 0,15

s e 124 [0.86; 1,621 144 [1,11 1,691 0,29

P 1,30 [0.96; 1.48] 132 1,12; 1,82] 0,36

TR 4,60 [3.24;5,57] 5.43[3.93; 6,36] 0,04*
HIRT e e 4,27[3,29;5,27] 4,66 4,08; 5,731 0.15

e S 1,86 1,73; 2,08] 2,05 [1,88; 2,24] 0,07

TN 1,94 (1,815 2,04] 2,09 [1,86;2,19] 0,07

MII B koHIIE cnogoﬁHoro Booxa D, cm 2,07 [1.88: 2,17] 218 [2.01: 2.38] 0,08

IcS at the end of quiet breath D, cm

e 2,07(1,93;2,24] 2,23[2,00;2,38] 0,06

oS it i e b o 2,30 (2,01 2,39] 2,4212,19;2,57] 0.05

168 ot th end o e bench s ot 2,30 [1,15; 2,45] 2,46 (2,24 2,59] 0,03*
DL ToROMHOw Johamn D, o 1,40 [1,09; 1,62] 1,44 [1,17; 1,82] 0,33

T T P 1,29 [1,07; 1,74] 1,36 [1,21; 1,48] 0,99

RV ot ot D 3,79 [2.86: 5.15] 4,33 [3.42;5,27] 0,28

oo P 3,86 [2,83; 4.93] 424[3,46,4,73] 0,47

5&1[3% 1,1501,11; 1,24] 1,12 [1,10; 1,27] 0,94

TKleZI[)SS 1,17 [1,13; 1,18] 1,22 [1,15; 1,30] 0,004*

*3uavumoie pazauuus npu p <0,05 (no kpumepuio Manna—Yumnu). T — moawuna duaghpaemot; AL — amnaumyda deusncenus
duagppaemol; 11T — dvixamenvhas nodsusxcrhocme nouku; MIT — mexcpebepnuiii npomexcymox,; KV — xoaghdpuyuenm ymoawenus

duagpaemel; D — cnpasa; S — caesa.

*Significant differences at p <0.05 (according to the Mann—Whitney test). ThD — thickness of the diaphragm; ADM — amplitude of the diaphragm
movement; RMK — respiratory mobility of the kidneys, IcS — intercostals spaces; ThRD — thickening ratio of the diaphragm; D — right; S — left.
|
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B mocnenHee mecsatuiieTne OOJBIION MHTEpEC MpU
HMB Boi3eiBaeT Y3U MbllieuHo# TKaHu [24—26], B TOM
yucite nradparmsl [3, 27—29], a Takke HEpBHBIX CTBOJIOB
[26]. Y3U anadparMbl aKTUBHO UCIIOJIB3YETCS CIIELIMaAIH -
cramu pasHoro mnpodwuisa. Tak, B padorax A. Boussuges
1 coaBT. [29] 1 A.J. Boon u coaBt. [28] mIpuBeacHBI pe3yiib-
TaTHI ¢ OOJBIITMM YMCIOM HAOMIOIECHUI Cpear 300POBBIX
nmo6poBosbreB (1 = 210 u 150), rme ObUIM TIpEICTABICHBI
HOpMaTUBHbBIE 3HaUeHU Y3-nmapaMmeTpoB. B pabote E. Di
Nino 1 coaBrt. [30] McciaegoBaHa ToMIIMHA AradparMbl
¥ TOKa3aHO 3HaYeHHE IMapaMeTpa YTOMIIEeHUS TruahparMbl
Kak MPeIUKTOpa YCIELIHOCTH SKCTYOALUHU y peaHuMalL-
OHHBIX IMaeHTOB. CHUCTeMAaTU3aIMST METOMOIOTHIECKIX
actiektoB Y3U mmacdparmbl Obljla oTpaxkeHa B 0030pe
P.V. Santana u coasT. [27]. OmHUM 13 TIPOCTHIX M YIOOHBIX
pacyeTHBIX ITOKa3aTellel COKpAaTUTEIbHOM CITOCOOHOCTH
nracdparMbl B HACTOSIIIEe BpeMsI SIBIsIeTCS KO3(POUIIMeHT
YTOJIIEHMS TuadparMpel, KOTOPHII NCIIONB3YeTCS B Kaue-
CTBE OIHOTO M3 IIPEINKTOPOB IEKOMITEHCALINH 11 HEOOXOIH -
MOCTH amIapaTHOi pecrmpaTopHOi mommepxkku. Koadhdu-
LIMEHT YTOJIIEHNS quadparMbl paccMaTpruBacTCs Kak OIHA
W3 HE3aBUCHMBIX TIEpEMEHHBIX TP IIPOTHO3¢ TepeBoIa
MMalMeHTa Ha NCKYCCTBEHHYIO BEHTWIISIIINIO JISTKUX TIPH TSI-
JKEJIOM TeUeHU KOpOHaBUPYCHOM nHpekumu [31].

B Hammem nccieqoBaHnM ObLIA BRISIBJICHA 3HAYUMOCTD
CHIDKECHMS PSIa MapaMeTpOB, OTpaXKalomnx (DYHKIIHIO
nradparMel: ee TOJIIIWHBI, aMIUIMTYILl IBUKECHUS TIPU
CITOKOITHOM 1 TJTyOOKOM IBIXaHUH 1 KO3 GhUITMEHTA YTO-
meHus nracparMel (Tads. 1, 2) y marmmenTos ¢ MI'u BJIH
no cpaBHeHu1o ¢ KoHTposueM. [Ipu BJIH ymeHbiieHune
TOJIIMHBI AuadparMbl OOJBIIIE BRIPAKEHO HA BIOXE, YeM
Ha BBIIOXE, YTO YKa3bIBaeT Ha OoJblliee BOBJICUCHHUE/
C1a00CTh MHCITUPATOPHBIX MBI, YeM 3KCIIMPATOPHBIX,
BCJICAICTBHE OOJIBIIIETO YCUIIUSI, HEOOXOMMMOTO JIJIST aKTHB-
Horo Baoxa. [1pu rrydokoM gbIXaHWM HapyIIeHWs BbIpa-
>XEHBI OOJIbIIIE, YeM TIPU CITOKOITHOM, B CBSI3M C BO3pacTa-
HHMEM Harpy3K1 Ha IbIXaTeIbHBIC MBIIIIIH TIPH YBEITMICHUN
nryonHBI Booxa. CHIKeHNe KO3(pOUIIMEHTa YTOJIICHMS
muracdparmel (U, p = 0,002 creBa), BeposITHO, 00YCIIOBICHO
pa3BuBaoLIeiics aTpodueil u ci1aboCThiO AbIXaTeJIbHOMN
MyCKyJaTyphl. PaszHuiy Y3-mapaMeTpoB cIipaBa U cjleBa
MOKHO OOBSICHUTh aCUMMETPHEiT ITOpaXkKeHUsI CeTMEHTap-
HBIX MOTOHelVipoHOB 1pu b/IH.

¥V nauuentoB ¢ MI' nposienenus JJH umenu nateHT-
HBII XapaKTep MPEUMYIIIECTBEHHO ITPH TTTyOOKOM IbIXaHU
(B BUAC CHMKEHUSI aMIUIUTYIBI ABYKCHUS IHadparMbl
copasa (U, p = 0,04) n yMeHBIICHUS BEITUIYNHBI MEX-
pebepHBIX IPOMEXKYTKOB B KOHIIE TTyOOKOTO BIOXa CJIeBa
(U, p=0,03)). YmeHpIeHUE KOG GUITMEHTA YTOIIIECHUS
nuracdparmer ciieBa (U, p = 0,004) o0ycioBIeHO CHIDKEHH -
€M TOJIIWHBI AuadparMbl B KOHIIE CITIOKOWHOTO BIOXa,
KOTOPOE MOXHO OOBSICHUTH ITATOJIOTMIECKOM MBITIIEYHOM
YTOMJISIEMOCTBIO. BEIsSIBIIEHHOE pazimune Y3-napaMeTpoB
crpaBa/ciieBa TpeOyeT MaJbHEHIIIEero yTOYHESHUS.

HecMoTpst Ha MOBBIIIIECHHOE BHUMAaHUE K M3YYEHUIO
COCTOSTHUST ArachparMbl, pabOTHI, TTOCBSIIICHHBIC N3YICHUIO

IPYTHUX PeCTIMPATOPHBIX MBIIILI, CIMHUIHEL. TeM He MeHee
TI0JTb3a MCCIICIOBAHMS MeXXpeOePHBIX IIPOMEKYTKOB ObIIa
rmokazaHa M. Dres 1 coaBT. Ha mpuMepe U3yIeHMS Imapa-
CTepPHAJIBHBIX IIPOMEXYTKOB KaK KpuTepus 3 GeKTUBHO-
CTH OTIYYCHMSI OT MCKYCCTBEHHON BEHTWJISILIMU JICTKHX
[32], a P. Wallbridge 1 coaBT. ycTaHOBMJIM CBSI3b MEXIY
COCTOSTHHIEM TapacTePHAIBHBIX MEXpeOepHBIX IIPOMEXKYT-
KOB M ITOKAa3aTeJISIMU CIIUPOMETPUHU Y MMAIIMEHTOB C XPO-
HUYECKOI OOCTPYKTUBHOM 00Jie3HbI0 ieTkuX [33]. B pa-
6ot1e R. Yoshida 1 coaBT. mpeacTaBiieH aHAIU3 YTOJIIIEHUS
MeXXpeOepHBIX MBIIIIIT TP U3MEPSHUN TaHHOTO ITapaMeTpa
10 pa3HBIM aHATOMHWYECKNM OPHEHTHUPaM (TI0 TIepeaHei,
OOKOBOI1 1 3aIHE TTOBEPXHOCTSIM TPYIHOM KITETKM) y 12 3m0-
POBBIX HEKYPSIIINX JOOPOBOJIBLIECB ITPH CITOKOTHOM U TJIy-
60okoM neixanni [34]. UTo KacaeTcst HaIlero NCCeI0BaHMS,
OBLIO BBISIBJICHO 3HAYMMOE YMEHBIIICHIE BEJTMINHBI MEXK-
pebdepHbBIX TPOMeXYTKOB y nanueHToB ¢ b/IH 1 MI.

HpIxarepHast HOMBIDKHOCTD IIOYKH ITPEICTARIISIET OCOOBIIA
WHTEPEC B KIIMHUICCKON MPAKTUKE B CBSI3U C JOCTYITHO-
ctbio Y3U. IMoaBMKHOCTh MMOYKU MMEET TECHYIO KOoppe-
JISIIIMIO C IBIXaHHUEM TI0 3 OCSIM: TIPH BIOXE IOYKa CMeIla-
eTcd KaydaJdbHO, BEHTPaJbHO M KHapyxXu [35]. JlaHHBII
IOKa3aTesb YIUTHIBACTCS MPH TUIAHUPOBAHUHU JIydeBOM
Teparmu C eIbI0 YMEHBIICHUS BO3ICHCTBUS pagraliy
Ha 3I0pOBBIC TKaHU [35] M TT0JIe3€eH IS TTOIyIeHUsI Oolree
MTOJTHOYM KJIIMHUKO-MHCTPYMEHTAJIBHOM KapTUHBI COCTO-
sTHUST QYHKIIUM abixanust ipu HMB.

Hampumep, B HallieM McciiefOBaHUH OBIIO IMTOJTYIECHO
3HAYNMOE CHIDKEHME ITBIXaTeTbHOM IMMOABIKHOCTH ITOYEK
npu b/IH xak ripu cnokoitHOM, TaK 1 MPH TJIyOOKOM JbI-
XaHWUM C 2 cTOpoH. [1py CITIOKOITHOM IBIXaHUU 3TH U3ME-
HeHUs ObLIM BhIpaxkKeHbI 00JIbIle, yeM npu riayookom: U,
p = 0,002 mporus U, p = 0,03 (crrpaBa) u U, p = 0,0004
mpotuB 0,02 (cieBa). Takme HeoUeBUIHBIC U3MECHEHMS,
BO3MOXHO, 00YCJIOBJICHBI OCOOCHHOCTSIMH TPEXOCHOTO JIBH-
JKEHUSI TIOYKH BO BpeMsI CITOKOMHOTO 1 TTyOOKOTO TBIXaHMSI,
YTO TpeOyeT JaIbHEHIIero aHaIN3a, IIOCKOJIBKY B JAHHOM
HCCIIeIOBAaHUN M3Y4aIOCh TOJIBKO CMEIIIEHNE BEPXHETO IT0-
Joca 1movku B 1 mmockoctu. CiieayeT OTMETHTD, YTO, 110 Ha-
M JaHHBIM, I3MEHEHUS ¥Y3-ImapaMeTpoB 0ojice 3HAYMMBI
y HAIIMEHTOB C IIPOTPECCUPYIOIINM HelpoIereHapaTHBHBIM
npoueccoM rpu b/IH no cpaBuenuto ¢ MI.

B Hacrosiee BpeMsI CIIOKHOCTD BBISIBJICHMST CYOKIIH -
Huveckoii JIH obycioBieHa psmoM IpUYWH: TUCOYHKITAS
nradparMbl MMeeT HecleunuudecKre IMpOSIBICHUS,
B CBSI3U C Y€M 4acTo HemooueHusaetcs [27, 36, 37]; mo-
BpEeXXIEeHNE OMHOTO U3 KYIOJIOB TMadparMpl KITMHUIYECKI
HE TIPOSIBIISIETCSI, €CJIM HET COITYTCTBYIOIICH JIETOYHOM
marojioruu [27, 36]; nmerommecs JaHHbBIE HE CTPYKTYPH-
POBaHBI; OTCYTCTBYET eAUHBIN YHUBEPCATbHBII JUAaTHO-
CTUYECKUU MOAX0, YTO OOYCIOBAUBAET PA3HOPOIHOCTD
IaHHBIX [27].

BrisiBIIeHHAS KITMHUKO-MHCTPYMEHTAIbHAS TUCCOLIH -
anusl IeMOHCTPUPYET HEOOXOIMMOCTh ITPEBEHTHUBHOIO
HcclIenoBaHus (GYHKIIUM ObIXaHWST Y aMOYIaTOPHBIX ITa-
uueHtoB ¢ MI' u BIH.
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CMHAPOM MUTOXOHAPUANBLHON HEPOracTPOMHTECTUHANBHOI 3HUedanomMuonaTun — pegkoe (1-9:1000000, Orphanet, 2021)
reHeTUYECKOe MyNbTUCUCTEMHOE 3ab0N1eBaHMe, 00YCNOBNEHHOE MyTaLUAMU B SAEPHOM reHe TYMP, konupytolem hepMeHT
TumuguHdocdopunasy.

MpencTasneHsl faHHble 13-neTHero HabnaeHns nayueHTku ., 40 net, c CMHAPOMOM MUTOXOHPUANbHOI HERpPOracTpo-
MHTECTUHANbHOMN 3HUedanoMnonaTnm, CBA3aHHbLIM C paHee He ONMUCAHHOM| MUCCeHC-3amMeHoi €.1301G>T (p.Gly434Val)
B reHe TYMP. luarHo3 cMHAPOMa MUTOXOHAPUANbHO HEPOracTPOMHTECTUHANbHON 3HLedhanoMuonarum 6bl1 nocTaBeH
Ha 0CHOBaHUM KNIMHUYECKMX NPOABAEHUN (AUMCHYHKLMA KENYLOYHO-KMIIEYHOTO TPaKTa, KaxeKcus, bnedaponTos, othrans-
monapes, nepucepuyeckas noanHeponaTusa u neikosHuedanonatus), pesynsTaToB dNeKTpoHelipommorpadun (aemu-
eN1HW3aLMsA C BTOPUYHOI aKCoHoNaTueit), a TakKe NOBbIWWEHWA YPOBHA AUTMAPOTUMUHA B CbIBOPOTKE KPOBU NMpU HOP-
ManbHbIX YPOBHAX TAMUAWHA U Ae30KCUypuanHa. Matorncronornyeckoe nccnefoBaHue BbIABUIO aTpoduio NPOLONLHOTO
(Hapy»XHOTO) MbILIEYHOTO C/1I08 TOHKOW U TONCTOI KULWOK U 3HAaYUMOe yMeHblueHue Konuyectsa CD117+-knetok (Tenoum-
TOB), NOPaXKEHMe CKENETHbIX MblLUL, CMELIAHHOTO XapakTepa ¢ npeobnafaHneM MUOTEHHOTO NaTTEPHa, @ TaKKe AECTPYKLMIO
MWeNnMHOBbIX 060n04eK nepudepudeckux HepBoB. Mccnegosanue S100-NoONOXMUTENbHBIX BEreTaTUBHbLIX 06pa3oBaHUii
KWLLIEYHOI CTEHKM HE BbIABUIIO NATOJOMMYECKUX U3MeHEHUI. TpK TMCTOXUMUYECKOM UCCNEef0BaHNU He Obinu 0bHapyxe-
Hbl «PBaHble KPaCHbIe BOJIOKHAY, XapaKTepHble A8 MUTOXOHAPMONATUIA. TPaHCMUCCUOHHAA 3NIEKTPOHHAA MUKPOCKONUS
NpoLEMOHCTPUPOBANA Hannyme nonMMopdr3mMa MUTOXOHAPUIA KapAMOMUOLIMTOB U MEralOMUTOXOHAPUA NeiiOMUOLUTOB
KULWWeYHnKa.

KnioueBble cnoBa: MUTOXOHAPUA/bHAA HeilporacTpouHTECTUHaNbHaA 3Huedanomuonatus, MNGIE, TYMP, Tenouutsl,
CD117, 5100

Ina uutuposanua: bappakos C.H., lumaes U.C., Emenun A.M. u gp. HoBas mytauusa B reHe TYMP: KnuHuko-mopcono-
rMyeckas xapaktepucruka nauueHnta ¢ cuHgpomom MNGIE. HepBHo-MblweyHble 6one3Hn 2022;12(4):56-72. DOI: 10.17650/
2222-8721-2022-12-4-56-72

A new mutation in the TYMP-gene: clinical and morphological characteristics of a patient
with MNGIE syndrome
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Mitochondrial neurogastrointestinal encephalomyopathy is an extremely rare (1-9:1000000, Orphanet, 2021) multi-
system genetic disease caused by mutations in the TYMP gene encoding the enzyme thymidine phosphorylase.

The article presents the data of a thirteen-year survey on 40-year-old patient D. with clinical manifestations of mito-
chondrial neurogastrointestinal encephalomyopathy syndrome associated with the previously undescribed missense
mutation c.1301G>T (p.Gly434Val) of the TYMP gene. Detailed clinical picture (gastrointestinal dysfunction, cachexia,
blepharoptosis, ophthalmoparesis, peripheral polyneuropathy and leukoaraiosis), electroneuromyography data (demy-
elination with secondary axonopathy), high blood serum level of dihydrothymine together with normal levels of thymi-
dine and deoxyuridine made it possible to verify the diagnosis. Histopathological examination revealed atrophy of the
longitudinal (outer) muscle layer of the small and large intestines and a significant decrease in the number of CD117+
cells (telocytes), signs of damage to the striated skeletal muscles of a mixed nature with a predominance of the myo-
genic pattern, as well the destruction of the myelin sheaths of peripheral nerves. Histochemical examination did not
reveal “ragged red fibers” characteristic of mitochondrial pathology. Transmission electron microscopy demonstrated
the presence of megalomitochondria in the myocardium.

Keywords: mitochondrial neurogastrointestinal encephalomyopathy, MNGIE, TYMP, telocytes, CD117, S100
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MuToxoHApuaabHass HeporacTpOMHTECTUHATbHAS
sH1edaromuomnarus (mitochondrial neurogastrointestinal
encephalomyopathy, MNGIE; OMIM: 603041) — penxoe
(1-9:1000000, Orphanet, 2021) ayTocOMHO-peIIeCCUBHOE
MHUTOXOHIPHUAIBbHOE MEeTabOoJMIecKoe 3a00JIeBaHME, Xa-
pakTepu3ymwIeecs nepUIINTOM THMUITHGOCHOPUIAZEI
(T®) BcnencrBue Mytanuii B reHe 7YMP sneproit JJTHK
[1, 2]. Taxke onurcansl enuHuyHbIe crydan MNGIE, ac-
COLIMMPOBAHHEIE C MyTallusIMU B TeHax RRM2B, POLG [3].
Hurommasmatnueckuii pepmenT TM Katamn3upyeT peak-
o (pocopmIMpoBaHUS TAMUINHA U T1e30KCUYyPHUIMHA
B COOTBETCTBYIOIINE MM a30TUCTHIC OCHOBAaHUS: TUMUH
u ypauua. Myrauuu TYM P nipuBoasIT K TOBLILIEHUIO YPOB-
Hell TAMUIWHA U Te30KCUYPUIUHA TP OTHOCUTEIILHOM
nedumTe Te30KCUIIMTAANHA B IUTOILIa3Me KJIETOK 1 Ma-
TPUKCE MUTOXOHIPHIA, 9TO BBI3BIBACT OAUCOATIAHC B ITyJIax
NEe30KCUPUOOHYKIeo3uaATprudocdaToB, HEOOXOAUMBIX
s perukanny MutoxoHnpuanbHoit JHK (MTIHK).
D710, B CBOIO 0Yepeb, IPUBOANT K HAKOIUICHHUIO Ka4eCT-
BEHHBIX (BTOPUYHBIC TOYCUHBIC MYTAIIUH, TEJICINN 1 Iy-
IUIMKAIIAM) ¥ KOJIMIECTBEHHBIX (MCTOIeHNE) Ne(heKTOB
nociienHeit [4—7]. Cxema marorene3a MNGIE npemioxe-
Ha Y. Nishigaki 1 coaBT. (2003), KOTOpEI¢ BIIEpBBIE CO00-
IIMJIM O MHOXECTBEHHBIX TOUeUHBIX MyTanusx MTIHK
IIPY ayTOCOMHBIX MUTOXOHIPUAJIBHBIX Oose3Hsx. MmeH-

tndunpoBaHo 38 pasnmumuHblx mytanuiit MTHK B ayTo-
TICUITHOM TKaHEBOM MaTepualie, JeUKOIUTaxX mepude-
PUYECKOM KPOBU M KYJIBTUBUPYEMBIX (hHOpoOIacTax KOXMU
13 manmmentoB ¢ MNGIE 13 pa3HbIX 3THUYECKUX TPYITI
[8]. TimmoTe3a 6bLIa TOATBEPXKASHA ITPU KYILTUBALIMN KIIe-
tok Hel.a B cpene ¢ modaprernueM 50 UM TUMUIMHA B Te-
yeHne § Mec M OOHAPYKEHUHW MHOXECTBEHHBIX JeJICIINiA
MTIHK MeTomom cay3epH-O0JIOTTMHTA M TOJMMEpa3HOM
LIEMTHOM peakunu [9].

B mupe BoisiBieHo okoso 200 mammenToB ¢ MNGIE [4],
n3 Hux B Poccum mokymentuposan 1 ciyyaii [10]. 3a60-
JIeBaHMe MaHU(ECTUPYeT B Bo3pacTe OT 5 Mec 10 50 jeT
U CTapIlie, HO, KaK IIPaBWIO, TIEPBbIC CUMIITOMBI ITOSIBIISI-
forcs mo 20 jet [11]. MennaHa BBKMBaeMOCTH COCTaBJISI-
et 37 et [5].

Bepudukanus MNGIE Ha panHeM 3Talte BO3MOXHA
TIPY IIMPOKOI OCBEIOMIICHHOCTH CTICIIAAINCTOB TeparieB-
TUYECKOTO Y XUPYPTUIECKOTO Mpoduiieit o mommmMopdHOA
KJIMHUYIECKOM KapTUHE 00JIC3HU.

Lesxb myonmmKamm — MpeacTaBUTh KITMHUKO-UHCTPY-
MEHTAJIbHBIEC 1 ITATOMOPQOJIOTHTIECKIIE OCOOCHHOCTH CUH-
npoma MNGIE y maunentku 40 jieT ¢ HOBOII MUCCEHC-
3aMmeHo B reHe TYMP.

O0ceqoBaHNe BKIIIOYAI0 KIMHUKO-HEBPOJIOTUIEC-
KUt 0OCMOTP, aMeKTpoHeiipoMurpadmro (DHMI), MaruHuTHO-
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pe3oHaHcHy10 ToMmorpaduro (MPT) Bcero tema (Philips
Ingenia 1,5 T ¢ mpuMeHeHEM UMITYJILCHBIX TTOC/IEI0BATE b~
Hocreit T1, T1 Gd+, T2, FLAIR), cekBeHnpoBaHue TeHa
TYMP nio Canrepy; o0IIMiA, OMOXUMWIECKII aHAIN3 KPO-
BU U TUKBOpPA; 00N, OMOXNUMUIECCKUI aHAIN3 MOYH;
oIpeesieHre IyPUHOB U MUPUMHUINHOB B KPOBU METOIOM
BBICOKO3(D(DEKTUBHOM XXMUAKOCTHOM XpoMaTorpaduu; mo-
CMEPTHOE MTATOTUCTOJIOTHIECKOE UCCACIOBAaHNE CKEIET-
HBIX MBILIL, CEPALA, TOHKON Y TOJCTON KUILIOK, ITEYEHHU,
repudepnIecKnX HePBOB (OKpallIMBaHNE TeMaTOKCHIIH-
HOM M 303WHOM, TT0 Majopu, TpuxpomoM Tomopn; nm-
MmyHorucroxummnaeckue (MI'X) peakumu ¢ aHTATEIaMU
kK CD117+ n S100 — MapKepaMu IJIsl BU3yaTn3allii MH-
TePCTULIMAIBHBIX KJIETOK Kaxasrst /Wi TeIOLNTOB, a TaK-
Ke HeMPOTIMaIbHBIX KJIETOK COOTBETCTBEHHO; TPAHCMIIC-
CHOHHasI 3JIeKTpOHHast MUKpocKormst (TOM), TmoryToHKMe
Ccpe3bl, OKpaIlleHHbBIC TOJIYUANHOBBIM CUHMM); UCCIIEI0-
BaHue PHK u3 ¢pubpo0iacToB KOXU MaLUEHTKMU in Vitro;
ITOCMEPTHOE MATOTMCTOIOTMUYECKOE MCCIICIOBAHNE TOHKOM
1 TOJCTO# Kuiok manueHTKn 6e3 MNGIE (koHTpob,
xkeHmmHa 37 net; UT'X-peakium ¢ antutenamu K CD117+
u S100). Bce nccnemoBadrs TPOBOMMINCH TIOCIIE TTOIITH -
CaHUS MAaMEeHTKOI TOOPOBOILHOTO MH(MOPMUPOBAHHOTO
COTJIacHsI.

KnuHuuyeckumn cnyyan

IIpobano — xcenwuna 40 nem, poxcdenrnas om 2-ii bepe-
MeHHOCmU Ha cpoke 38 Hed, om KAUHU4ecKu 300p08biX pyc-
ckux podumeneil. leneanoeuueckuii anamues: 1 6epemen-
Hocmb, podel 8 32 20da, cbin 8 nem, KAUHUYECKU 300D08.
B cemeiinom anamuese Hem YKA3aHULL HA HEPEHO-MblUleHHble
U Jceny0oHHO-KuueuHole 601e3HU.

B demcmee u oHoweckom go3pacme gusuueckoe U ncu-
XomomopHoe pazeumue — 6e3 ocobernocmeii. C 16 nem om-
MemuAaa nocmenerHoe CHUdICeHUue Maccol meaa 6e3 o4eguoHbix
HapyuwleHuil nuue8o2o nogedeHUs U 3a004e6anull Jceayoou-
Ho-Kuweuroeo mpakma. C 27 nem — cnacmuyeckue aboomu-
HanbHble 604U, Memeopu3M, SRU300bl MOWHOMbL U PEOMbL
nocae usuueckoil Haepy3ku u 6 Hounoe epems. Cocmosnue
0bL10 pacyereHo Kak caedcmeaue UOUONamu4ecKo20 CmeHo3a
YpeeH020 CMEoAa, 8 CE53U C YeM NPOBedeH0 CIMeHMUPO8anue
¢ HOCAEOYIOWUM NOAHBIM peepeccom ab00MUHANbHO20 Ooe-
6020 cundpoma. B nocaedyrowue 8 nem npodoaxcanocs chu-
JceHue maccel mead.

B 35 aem nossunuce kpamnu, crabocms 6 bedpax u paz-
eubamensx 16020 201€HOCMONHO20 cCycmaga (cmennasic),
CHUDICEHUe YYBCMBUMENbHOCMU 8 CIONAX, 4 MAKdice 8nepable
8bI56/EHO CHUMICEHUE CAYXA.

B 36 1em duaeHocmupogana XpoHuvecKas 80CHAAUMEeNb-
Has demueaunusupyroujas noauresponamus (XBAII) na oc-
HogaHuu OdanHbix DHMI (ymepennas demuerunuzayus
MOMOPHBIX U CEHCOPHBIX B0NOKOH HEPBO8 PYK, 1e2Koe aKco-
HAAbHOE NOpadceHue MOMOPHBIX 80N0KOH 00abUleOepU08bIX
U Manobepyo6six HePe08) U aHau3a AUKeopa (yposens beika
0,867 2/a; yumos 5/3, aumgpoyumut). AHmumena K eanHeauo-
3udam, yumonaasme Heiimpoghuios, boppeausm, a maxmce

AHMUHYKAeapHblil haKkmop u IKcmpazupyemblii GHMUHyKAe-
apHolil aHmueen He @viaeneHsl. Hauama xomnaexcnas mepa-
nus, 6KAIOYABUIAS BUMAMUHbL 2pynnbl B, a-aunoesyto kucno-
my (600 me/cym), npednuzonon 1 me/xe maccot meaa (per os
45 me excedHedH0), Ha GhoHe KOMOPOU YMEHbULUAUCH CMEeNNAIC
U BblPANCEHHOCMb YYBCMBUMENbHbIX PACCMPOUCME,
HO npu 3mom peyudusuposana ab0omMuraibHas 601b, NOsAGU-
Aucy duapesi, peoma, npoepeccupos8ano CHUMCeHUe Maccol
mena, Yymo UHmMepnpemupo8ano KaxK nobouHbsiil sgpgexm 2aro-
Koxkopmukocmepoudos (I'KC).

B 37 aem 6 ceéa3u ¢ pazeumuem muluieuHoli caabocmu
8 ducmanvrvix omoenax eepxrux Koneynocmeii mepanusi I'KC
donoanena 5 npouedypamu memOpaHHo20 naasmagepesa
(no 20—25 % obsema yupkyaupyroueii niazmoi), 4mo conpo-
8021C0AN0CH YAyUUIeHUEeM MOAbKO 08U2AMeNbHOU QYHKUUU
ae6oii cmonst 0o 4 6arnose no MRC. Hauamo nocmenentoe
cHuxcerue 003wl TKC 0o noanoii ommenbL.

B 38 aem nocne usuueckoii Haepy3Ku pazeunucs 08y-
cmopoxHuil nape3 pazeubameneii cmon 0o 3 6ain06 u yme-
PeHHble ampohuu UKPOHOICHBIX MbLUUY; B0300H08AEH NPUEM
Memuanpednusonona 16 me/cym. Ha smom ghone ycunuauce
abodomunansHulil 601600 cUHOPOM, Juapes U MemeopusM.
Cnycms mecsy, 6He3aNHO pa3suAUCh SNU300 NOHUNCEHUS YPO8-
Hs1 co3Hanus do conopa (9 6annoe no wkanre FOUR) u maxu-
Kapous do 130 yo/mun. B meuenue 3 cym ypoeeHb CO3HAHUA
B80CCMAHOBUNCS HA (hOHE MeMaboAUUecKol U AHMUOKCUOAHM -
Hoti mepanuu. Bmopoil kypc naazmagepesa (5 onepayuii
obsemom 20—25 % obsema yupkyaupyrwouwei niasmo,) —
be3 kaunuyeckoeo s¢gpgpexma. Ipu nosmoproii IHMT 6 pykax
BbIAGAEHbl YMEPEeHHOe CHUMCeHUe CKOPOCMmU nposedenus
1O 10KMe8biM U CpeOuHHbIM Hepeam (Ha 42—45 %), chuxce-
HUe amnaumyo CeHCOPHbIX OMBemo8 o A0KMeBbiM Hepeam
Ha 80—84 % npu omcymcemeuu omeemog cpeduHHbIX Hepeos,
MOMOPHBIX U CEHCOPHBIX 80A0KOH HUNCHUX KOHeUHocmell
no noaunespumuueckomy muny. Pempocnexmuenwiii anaius
dannvix IHMT sviseun omcymemeue xapakmeproii s XBATI
ducnepcuu RPOKCUMANbHbIX U ducmansvrvlx M-eoan (puc. 1).

B danvHeliuem 6 c613u ¢ ycmoiu4ugbim npoepeccuposa-
HUuem OUCmanbHOU MblUeHHOU CAa00CMU U YY8CMBUMENbHBIX
paccmpoiicme 003a MemuanpeoHU3040Ha NOGbIUAAACH 00 16—
48 me/cym be3 3Hauumoeo aghgpekma, ¢ nocaedyrouium cHu-
Jcenuem.

C 38 nem y nayuenmxu vla64eHa amMeHopesi, Ymo & co-
BOKYNHOCMU CO CHUMNCEHUEM YPOBHell NH0MeUHUUPYIOUe20
eopmona (0,73 mME/mn), gonrukysocmumyaupyroweeo eop-
mona (1,17 mMe/mn) u acmpaduona (37,21 ne/mn) é coigo-
POMKe KPOBU U OMCYMCMEUEM 8010C 8 NOOMbIULEYHbIX 6NA-
JuHax u naxoeoil obaacmu NO380AUN0 YCMAHOBUMb
2UNO020HAOOMPONHBLIL 2UN020HAOU3M. YposHu nporakmuHa
(6,21 ne/mn) u npocecmepona (6,30 Hmonv/n) coomeemcm-
80641U HUJICHEI 2PAHULE HOPMbL.

B 39 1em ommeueno ycunenue nepucmanrbmuKu, CHUdice-
Hue maccol meaa 0o 42—43 ke (pocm 170 cm). Pubpokorono-
CKONUSL 8bIABUAA NPUSHAKU XPOHUYECKO020 KOAUMA. 3adepicka
naccaoica cyrsgpama b6apus 8 sceayoke U nPeUMyU,ecmeeHHo
8 paz0ymoiX HemaAsiX MOACMOI KUWKU C YPOGHEM HCUOKOCMU
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10mc/ 10ms

Amnnutyga 3,9 mB (Hopma 6,5 MB) / Amplitude 3.9 mV (normal: 6.5 mV)
[ncTtanbHasa naTeHTHOCTb 4,5 Mc (Hopma 3,2 £ 0,5 mc) /
Distal latency 4.5 ms (normal: 3.2 £ 0.5 ms)

74 MA, 0,2 mc, 1 Tu, 3anacTtbe / 74 mA, 0.2 ms, 1 Hz, wrist

2 Amnnutyga 3,2 MB / Amplitude 3.2 mV

0 10mc/ 10ms
5mMB/5mV

CkopocTb npoBefeHna Bo36yxaeHnaA 26,9 m/c (Hopma 50 m/c) /
The speed of excitation 26.9 m/s (normal: 50 m/s)

74 MA, 0,2 Mc, 1 Tu, nokTeBow crnb / 74 mA, 0.2 ms, 1 Hz, elbow

MwuHnmanbHasa nateHTHOCTb F-BonH 50 m/c (Hopma po 27 m/c) /
Minimum F-wave latency 50 m/s (normal up to 27 m/s)

500 MkB / 500 uV

Puc. 1. Anaaus gopmor M-60an: a — M-60ana npasoeo 10Kme602o Hepaa Ha YypogHe 3anicmusi cHuxcena Ha 60 %, oucmansHas AameHmHOCmb yeeautena
Ha 18 %, popma M-60an He usmenena; ckopocms npogedenus: chuxcena Ha 46 %; 6 — munumanvHas aamenmuocmos F-goan yseauvena na 46 %

Fig. 1. Analysis of the form of M-waves: a — right ulnar nerve CMAP at the wrist level is reduced by 60 %; distal latency increased by 18 %, the shape of the
CMAP is not changed; conduction velocity is reduced by 46 %; 6 — minimal F-wave latency is increased by 46 %

noomeepouna CHUMICeHUe MOMOPUKU HCeAyOOUHO-KUUUEHHO20
mpakma. JluaeHocmupogar CUHOPOM NOPMAALHOL cUnepmeH-
3UlU, OCAONCHEHHbLI ACYUMOM, CRAeHOMe2dAuell U aHeMu4ec-
Kum cundpomom. buoncus neuenu 6vis6u1a KPYRHOKANEAbHbLLL
CMeamo3 ¢ YMepeHHO BbipaANCeHHbIM A00YASAPHbIM U nepuyen-
AH0NAPHBIM Puopozom. Ha gone naznauenus ouypemukxos
(@pypocemuda u cnupoHOAAKMOHA) MY20YXOCMb Npoepec-
cuposana do IV cmenenu 6 meuenue HeCKOAbKUX MeCAUEE.
Buinoanena aeeocmoponnsisi eemumupeouddIKmomusi no nogo-
0y adeHOKapuuHoOMbl WUmMosuoHol xceaeswvl (B-kaemounas
mukpokapyurnoma (0,8 cm) corudnoeo u GoituKyIsapHo2o
cmpoenust). B nocaeonepayuoniom nepuode — mpan3umop-
HbLI ocmpblil 65.4blll Mempanapes ¢ 3a0epucKoil Mo4eucny-
ckarnus. Boinoanena MPT eonosnoeo moszea (puc. 2).

B 603pacme 40 nem nayuenmka ocmMompena Hamu, He-
éponoeuveckuil cmamyc npedcmaener 6 maoa. 1. Ha ocnosa-
HUU KAUHUKO-UHCIMPYMEHMANbHBIX OAHHBIX NPedNodcer Ou-
aecHo3 MUMoxoHopuanvroil namosoeuu 6 pamkax MNGIE.
Obpasey 6eHO3HOIL KPOBU HANPABAEH HA MOAEKYASAPHO-2eHe-
muueckoe uccaedogsanue. B npoyecce oxcudanus eenemuuec-
K020 aHaau3a nposedeHsvl UHCMPYMEHMANbHbLe UCCAe008AHUS
013 ymounenus ocobennocmeii danuoeo cayas MNGIE.

IIpu MPT 6ceeo meaa obHapyiceHo HeoOHOPOOHOE NO-
eviuienue unmencugHocmu MP-cuenana na T2-636euientbix

uzoopaxcenusx u STIR om napasepmebpanrvrolx MaeKux
mkaneii (m. erector spinae, m. transversospinalis) Ha yposHe
L2—S2 ceemenmos, m. vastus lateralis, m. vastus medialis,
m. vastus intermedius, m. rectus femoris, m. adductor brevis
u m. obturatorius externus oboux bedep, a maxxice om écex
MblUlY, 20neHell 3a cuem YyMepeHHbIX OUPPY3HbIX OmeuHbIX
usmenenuli. Buzyaausupyromes 0eycmoponHue ymepenHble
OMeuHble USMEHEHUsl MeNCHAaAcyUanbHblX npOCMPALcme U nod-
KOJICHOIU Hcupo8oil knemuamiu bedep u eonereil. B 6prowHoll
noA0CMU U HOAOCMU MAL020 MA3a ONpedensemcs N0GblUleHHOe
Koauvecmeo c80600HoU Jcudxocmu (puc. 3).

B amom sice nepuoo pazeuncs snu300 NOHUNCEHUS! YPOBHS
co3Hanus 0o conopa — komol I cmenenu (9—7 6annoe no FOUR),
CONPOBOINCOABUILIICS HACUNBCIBEHHBIMU OBUNICCHUSMU 8 N€BbIX
KoneuHocmsix, ¢ eunomen3ueti 90/60 mm pm. cm. u maxuxapoueil
do 100yo/mun. Boinoanena KomnviomepHas momozpagpus 20106-
HO20 M032a, OUAZHOCMUPOBAHA MPAH3UMOPHAS UleMUYecKas
amaka. Beisienen ocmpulii mempanapes 0o 4 6a1106 ¢ HU3KUM
monycom. IIposedena cocyducmas, anmuokcuoaHmuas mepanusi;
HasHaveH npedHu3onoH (énympugerno S0me). Ha 3-u cymxu co-
3HAHUe SCHOe, COXPaHAIOMCs duzapmpus u napes 0o 4 6aii06
8 pykax u 3 6a1106 6 Hoeax, ¢ Hu3Kum moHycom. Ha 4-e cymku
OmMMeUeHO Hapacmanue MblUEHHOLL CLAbL, NPU IMOM HAOAH0ANUCH
duapesi 2—4 paza é cymku, mowHoma u peoma.
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Puc. 2. Maenummo-pezonancuas momoepagus (MPT) eonosnoeo mosea (FLAIR): a — cynpageHmpukyaspHbiii yposeHs; 6 — yposeHb 60K08bIX Hceay0ouKos;
8 — YpoBeHb NOOKOPKOBbIX 2aH2AUe8; 2 — YPO8eHb cpedHe2o mosea; 0, e — MPT enasnuy (T2-636ewennsie uzobpaxcernus (T2-BH)): napyxcHble npsmole
MblUybl 21a3 Ucmon4eHrsl 00 2,3—2,5 mm. MuozouucreHHble o4aeu eauo3a ¢ HeemKUMU HepoBHbIMU KOHmMYypamu, eunepurnmencustole Ha T2-BHU, FLAIR
u u3zo-/eunoumencustoie Ha T1-BH, duamempom om 0,2 do 0,8 cm, pachoroxcerHovle 6 6enom eeujecmee N00HbIX U MeMEHHbIX doneil, CYOKOPMUKAAbHO
u napagenmpuxyaapHo. bokoevie xceaydouxu mosea okpyscerst 3010l ymepeHHoil aeilkoonyeparonamuu. Cy6apaxnoudaibHbie RPOCMPAHCMEA YMEPEHHO
PACULUPEHbl RO KOHBEKCUMANbHOU NOBEPXHOCHIU A0OHbIX U MEeMEHHbIX doaell

Fig. 2. Brain magnetic resonance imaging (FLAIR): a — supraventricular level; 6 — lateral ventricles’ level; ¢ — level of subcortical ganglia; ¢ — midbrain
level; 0, e — orbits’ magnetic resonance imaging (T2-weighted images (T2-W1)): the external rectus muscles of the eyes are thinned to 2.3—2.5 mm. Numerous
foci of gliosis with fuzzy uneven contours, hyperintense on T2-WI, FLAIR and iso-/hypointense on T1-WI, with a diameter of 0.2 to 0.8 cm, located in the
white matter of the frontal and parietal lobes, subcortically and paraventricularly. The lateral ventricles of the brain are surrounded by a zone of moderate
leukoencephalopathy. The subarachnoid spaces are moderately dilated along the convexital surface of the frontal and parietal lobes

Tabmuua 1. Pe3yasmamut Heepoaoeuueckoeo ocmompa navuenmiu /1.

6 gospacme 40 sem CunaB JUCTAJIbHBIX OTOC-

JlaX HOT, OaJIJIbI 4/4
Strength of distal region of
lower limbs, points

Table 1. Results of a neurological examination of patient D. at the age of 40 years

ITapamerp Onucanue
Kucresas
JIMHAMOMETPHUSI, KI'C 6/5
Macca Tena (Kr), MHIeKC Hand dynamometry, kgs
MR TEE 39-40 (13.5 Ocna6nensl, D = S; HeT axuJi-
Body mass (kg), body mass ?
12Ul IIERS () loleleyyaunklss CyX0oXWIbHbBIE pethIeKCHI JIOBBIX pedIiekcoB
index Tendon reflexes Weak, D = S; Achilles tendon
OdraibMonapes reflexes are absent
(vare mpu IEEIRIE D BBEpX), IunecTe3us 10 CpeaHeNd TPETU
OKyJIAApHBIE CUMIITOMBI MUHUMAJIBLHBIA OedaponTos TOJEHE ¥ JIy9e3ansCTHBIX
Ocular symptoms Ophtalmoparesis IToBepXHOCTHAsI YYBCTBH- CYCTaBOB I10 IIOJJMHEBPUTHU -
(mostly when looking up), TeJIBHOCTH YECKOMY THITY

mild blepharoptosis Superficial sensitivity Polyneuritic hypesthesia to the level

of the middle third of the legs and

Cuta MBI TPOKCUMAJIb- S
wrist joints

HBIX OTIIEJIOB PYK/HOT,

Oasibt ; 4/4 BubpanyoHHoe 4yBCTBO, C 10/12 B majbLiax CTOII
Strength of proximal muscles Vibration sensitivity, seconds 10/12 on toes
of upper/lower limbs, points
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Strength of distal region
of upper limbs, points
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Puc. 3. Maenumuo-pesonancras momoepagus mena (T2-636ewennvie uzoopaxcenus u STIR): a — yposens ochoganus uepena, 6 — ypoeeHb gepxHe2o no-
sAca KoHeuHocmell; 8 — ypogers epyoroil norocmu (ThS); ¢ — ypoeens bprownoi norocmu (LS); 0 — yposers boavuiux 6epmenos bedpeHHbix Kocmeli,; e —
Yposenb cpedHeli mpemu bedep; JHc — YposeHs 2oneHell

Fig. 3. Body magnetic resonance imaging (T2-weighted images and STIR): a — skull base level; 6 — shoulder girdle; ¢ — chest cavity (Th8); ¢ — abdominal
cavity (L5); 0 — large trochanters of the femur; e — the middle third of the thighs; xc — low legs

Inexkmposryeghanoepaus: 0CHOBHOU pumm npedcmaeneH
mema-, 0eabma-e0aHAMU 8 3A0He8UCOUHO-MEeMeHHO-3AMbl-
JNOUHBIX OMBEJeHUsIX C NepUOOUHECKUM BbICOKOAMUAUMYOHbIM
anvgha-pummom do 70 mxB, edunuunHbiMu Komnaekcamu
ocmpas — MeONeHHAs GOAHA, NPEUMYUeCME8eHHO CNpasd.
Ilpu pummuueckoii pomocmumyaayuu Habarooaemces yceo-
eHue pumma 6 duanazone 3—11 Iy,

TIpu omcymemeuu KAuHu4ecKux u s1eKmpoxkapouoepa-
uuecKux npuzHaKoe ocmpo2o KOPOHAPHO20 CUHOPOMA OMm-
Me4eHO nosvluleHue yposHs mpononuna I evicoxouyecmeu-
menbHbiM memodom 0o 281,2 ne/ma (hopma do 29,7 ne/ma).
Togviuenue ypoeus naxkmama (12,9 mmonv/n; Hopma do
2, 1 mmonv/n) u coomuowenus rakmam/nupysam (28; Hopma
do 20), eunepraxkmamauudypus (16382 mM/moaw; Hopma
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Puc. 4. [lamonocuueckue usmenenus 6 cepoue: a — MeAK004a208blil Kapouockaepo3. Okpawusane eeMamoxcurunom u 203urom, x 100; 6 — noaumopgnoie
PA3HOpa3MepHbie MUMOXOHOPUU 8 KapOUOMUOUUME C AYMOAUMUHECKUMU U3MeHeHuamU. Tpancmuccuontas anekmponnas mukpockonus, x 12000

Fig. 4. Pathological changes in the heart: a — small focal cardiosclerosis. Hematoxylin and eosin staining, x 100; 6 — polymorphic mitochondria of different
sizes in a cardiomyocyte with autolytic changes. Transmission electron microscopy, x 12000

Puc. 5. Ilamoeucmonocuueckue usmereHus Molull: a — NOAUMOPGHbIE U PAZHOPA3MEPHbLE MblUEHHbIE 80N0OKHA, IHOOMUSUANLHBLI U NePUMUUANbHYIL UOPO3,
duaghpaema; 6 — HeKPOMUZUPOBAHHOE U YACMUYHO (PAOUUMUPOBAHHOE MblULeYHOE B0N0KHO, duaghpaema, 6 — OKpyeavle MbluleuHble B0N0KHA CPeOU MEAKUX
NOAUMOPPHBIX MblUEeUHBIX B0N0KOH, M. intercostales; e — yenosvie ampoguueckue moluieuHbie 6010KHA, M. intercostales. Okpawuganue 2eMamokcusuHoOM
u 303unom, *100—200

Fig. 5. Pathological changes in muscles: a — polymorphic and different-sized muscle fibers, endomysial and perimysial fibrosis, diaphragma; 6 — necrotic and
partially phagocytosed muscle fiber, diaphragma; ¢ — rounded muscle fibers among small polymorphic muscle fibers, m. intercostales; e — angular atrophic
muscle fibers, m. intercostales. Hematoxylin and eosin staining, *x 100—200
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Puc. 6. N. femoralis dexter ¢ evipaxcennoii demueauruszayuei 6010K0H.
* BoaoKkHa ¢ yacmu4Ho coxpaneHHoim mueaunom. Iloaymonxuii cpes. Okpa-
wueanue moayuouHoguim cunum, x 1000

Fig. 6. N. femoralis dexter with severe demyelination of fibers. * Fibers with
partially preserved myelin. Semithin section. Staining with toluidine blue,
% 1000

0—25 mM/monv) u nogvluieHue sKcKpeyuu ¢ Mmo4otl 3-memun-
21YMAaKoHOoB0IL, hymMapoeoill, 2Aymapoeoil, MemuimaioHo8ol
KUCA0M NO360AUAU NOOMEEPOUMb HaAU e MUMOXOHOPUONA-
muu u rakmam-ayudosa (pH eenosnoii kposu — 7,12).

B cbi6opomke Kpogu 8bls61eHO NOBbLUEHUEe YPOBHS OUeU-
opomumuna (2,23 HMoAb/MA) NPU HOPMAABHBIX YPOBHSX M-
MUOUHA U 0e30KCUYPUOUHA.

Cexesenuposanue no Caneepy 8vi6U10 paHee He ONUCAH-
nyto 3ameny NM_001953.5: ¢. 1301G>T (p.Gly434Val) 6 eene
TYMP 6 eomo3uecomnom cocmosiHuu. Ima MucceHc-3amena
He ONUCAHA 8 MeXNCOYHAPOOHBIX 06a3aX OAHHbBIX N0 MYMAYUIM
yenosexa ClinVar, HGMD, LOVD, a makaice 6 nonyAsiyuoHn-
Hbix gviboprax gnomAD. buoungopmamuueckuii anaaus oam-
HbIX NOKA3aA BO3MOJICHYIO AKMUBAUUIN CKPbIMO20 caima
cnaaiicunea u uncepyuu 15 nap Hyxaeomudoe é 10-m 3x30He
Ha yposne MPHK npu nasuuuu dannoit mymavuu. Odnaxo
uccaedosanue PHK u3z gpubpobaacmos Koocu nayuenmru
in vitro He noKa3ano oMKAOHeHUll 6 chaalicuHee 8 OAHHOM
paiione eena. Tem He meHee no cOBOKYNHOCMU OAHHbIX 0OHA-
DYICeHHYI0 HYKAeomuoHyr 3amery c. 1301G>T (p.Gly434Val)
6 eene TYMP caedyem pacuenusamo KaK 6eposmHo namo-
2EHHYIO.

B 40 aem y nayuenmku ecaedcmeue nynbMOHOLEHHO20
cencuca pazeunach NOAUOPeAHHASI HeJOCMAMOYHOCMb, HO-
eaekuias 3a coboli 0cmMaHogKy cepoeunoil desmenbHOCMU,
PeaHUMAyUOHHble Meponpusmus He umeau 3¢gpexma, ovira
KOHCMamuposana 6uono2uueckas cmepme.

[Iposedena aymoncus ¢ eucmonoeuueckum uccaedo8anu-
em. B muoxapade evisnenst dugghysuoiii meakoouaeosblii Kap-
duockaepos, UHMePCMULUANbHbLL OmeK, 2Uunepmpoguposam-
Hole u ampoghuposarnsie Kapouomuoyumot. TOM, necmomps
Ha 8bipajiceHHble aymoaumu4ecKue UsmMeHeHus, no3eoaund
8bL58UMb 8 KAPOUOMUOUUMAX CKONACHUS NOAUMOPDHBIX pa3-
HOPA3MePHbIX MUMOXOHOpuil (puc. 4).

Ilpu namoeucmonoeuueckoii oyenke m. serratus ant.,
m. psoas m., m. intercostales ycmaHoeneH cMeUlanHbLi Xapak -
mep NOPaXsCeHUs1: 3ePHUCOCb MbIUEYHBIX B0A0KOH, eOUHUUHbLe
MUOHEKPO3bL, Kpyeable MbluleHble 8010KHA, IHOOMUSUANbHBLI
ubpos (ampoghusi) c KomnencamopHoli eunepmpogueii co-
CeOHUX MblUEYHBIX 80A0KOH (MUONAMUYECKUT NammepH No-
8pexNcOeHUs); 8 MO Jice 8peMsi 0OHAPYIHCeHbl YeN08ble ampo-
huuHble MbluLeyHble BONOKHA U PACUUKYAAPHAS AMPOpust, Mo
00yC106/1€HO Hellpo2eHHbIM XAPaKmepom usmeHeHuil (puc. 5).
Oxpawusanue mpuxpomom lomopu He 6bi26UN0 «KPACHBIX
PBAHBIX BONOKOH».

Ilpu uccaedosanuu n. femoralis u n. intercostalis ycema-
HoeAeHa cyOmomanvHas 0ecmpyKuusi MUeAUHO8bIX 000404eK
(puc. 6).

Iloomeepacoen nauunarowuiics uyuppo3 nevenu (oKpa-
wusanue no Mannopu). Ilpu oyenke cocmosuus Kuue4Hou
CMeHKU 8bls61eHbl OMeK U Guopo3 nodcausucmoil 0CHOBbL,
NpeuUMyueCmeeHHo MUMPOUUMAapHas uHPUALMPayus, Mo3a-
uyHO — aneuomamos. Ommeuer HeKpo3 u huopo3 NPoooabHO-
20 (HApysCHO20) CA0S MblULeHHOU 000104KU MOHKOI U MOA-
cmoit kuwok. Iloxaszana eunepmpogus t. media meakux
BHYMPUOP2AHHBIX apMepUil, 5ma Haxo0Ka makxice ObL1a OM-
MeyeHa 8 HeKomopulx cocydax aeekux. Hecmomps na mo,
YUMo 4acmo 8ecemMamueHbIX HePBHbLIX cleniemenull Obiau He-
Kpomu3upoeatst, npu ummyHoeucmoxumuveckom (S100)
UX 8blABACHUU CYULeCMBEHHOU PA3HUYbI C KOHMPOAbHbIMU
obpaszuamu He obHapyxcero. Ouenka pacnpedeneHus Ompocm-
uameix CD 117+ (unmepcmuyuanvhuix kaemok Kaxans, me-
A0UUMOB) NOKA3AAA YMEeHbUleHUe UX YUCAa N0 CPABHEHUIO
¢ KoHmpoaem 6 boavuteli yacmu noaeii 3penus. TOM post
mortem mKaHee020 Mamepuaia NOKA3ana Haiuyue Kaacme-
P08 2UAHMCKUX MUIMOXOHOPULL 8 AeHOMUOUUMAX KUUEHHUKA
(puc. 7).

M3o1upoBaHHOE CHUXEHME MACChI Tejia ¢ 16 et Tu-
MYHO 1151 6onbinHeTBa amyeHToB ¢ MNGIE B Bo3pa-
cte 1o 20 JeT HapsAmy ¢ OBICTPOIl YTOMIISIEMOCTRIO 1/ VTN
KeTyIOYHO-KUIIIEYHBIMU CUMITTOMaMM. MaHubecTamms
00JIe3HU B BHUIE aOOOMMHAIBHOTO 00OJIEBOTO CHHAPOMA
C PBOTOM 1 METECOPU3MOM MPOM30IILiIa B 27 JIET, YTO COOT-
BETCTBYET ONMCaHHOMY aMana3oHy gediota MNGIE —
ot 1-i1 mo 3-it mexanpl Xku3Hu [12]. OcOOEHHOCTBIO clTydast
SIBIIIETCSI perpecc adaoMUHAIBHOTO 00JIEBOTO CHHAPOMA
TOCJIe CTECHTUPOBAHUS YPEBHOTO CTBOJIA.

Pa3BuTre TMITOMOTOPUKY TOJICTOM KUIITKU U YCHJICHHE
MOTOPUKN TOHKOW KHUINKK (IEPUCTAIBTUKY CIIBIIITHO
¥ BUIHO Yepe3 MepeaHIon OPIOITHYIO CTCHKY) ITPUBEIN
K Irapee W COMYTCTBYIONMIEMY CUHIPOMY MaIbaOCOPOIINH,
TpeOyloleMy HyTpUTUBHOM mogmepxku [13, 14]. B pe-
3yJIbTaTe 3TOTO Pa3BMIIACH XeJie30ae(UIIMTHAS aHEMUS,
HapacTaBllas 3a Bce BpeMst 0oie3Hu [15].

DHIOCKOIMMYeCKasi KapTUHA XPOHUIECKOTO KOJTUTA CO-
OTBETCTBYET aTPOGUH BOPCUH U JTUMGMOIUTAPHOMY HH-
(uIBTPaTy CIM3UCTON OOOJIOYKHU TIPU TUCTOJIOTMIECCKOM
nccienoBannu [16]. Xapakrepasim npusHakom MNGIE
SIBJISICTCST OYaroBasi aTpodus IMPOIOIHLHOTO CIIOST MBIIIIETHOM
obomoukw (11 m3 15 viccaen0BaHHBIX CITyJaeB), B HEKOTOPHIX
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Puc. 7. [lamoeucmonoeuueckue usmenenus 6HympeHHUX OPeaHO8: a, 6 — CMeHKA MOHKOU KUWKU ¢ HeKPO30M U (pUOPO30M HAPYICHO2O CA05 MbIUEHHOLL
060n0uku (1 — causucmas 000404Ka U NOOCAUBUCMASL OCHOBA, 2 — 6HYMPEHHUI CA0U MblUEHHOU 000A04KU, 3 — HAPYICHDLI CAOL MblULEHHOU 000104KU);
8 — eunepmpogus cpedreil 000104KU UHMPAMYPAAbHOU apmepul MOACIMOU KUWKU, e — eunepmpoghusi cpeoHeii 000404KU 8HYMPUOPSAHHOL apmepul 1e2K020;
0 — NelioMUOUUM MblUEeHHOL 000A0MKU MOHKOU KUWKU C 2PYNROL Me2aN0MUMOXOHOPUIL; € — MeNCMbIULCHHbLI 6e2eMAMUBHbLIL Y3e1 8 MOHKOU KUliKe nayu-

enmiu ¢ MINGIE; jsc — mexcmbliuieuHblil 6ecemamugtblil y3en 6 MOHKOU Kuulke nayi u 6e3 uueckoeo 3abonesanus; 3 — CD117+-kaemku 6 mol-
weunoll obonouke moukoii kuuwku nayueumrku ¢ MNGIE; u — CD117+-kaemKku 6 MbiuieyHoil 000104Ke MOHKOU KUWKU NAUUEHMKU 0e3 eeHemu4ecKo2o
3abonesanus. OKpamuganue: a—e — 2eMamoKCUAUHOM U J03UHOM; 0 — MPAHCMUCCUOHHAS SNEKMPOHHAS. MUKPOCKORUSL; €, HC — UMMYHOLUCMOXUMUHECK sl
peakyus ¢ anmumenamu K S100, dokpawueanue 2eMamokCcuAUHOM, 3, U — UMMYHO2UCmoXumudeckas peakyus ¢ anmumenamu k CD 117, dokpawusarue
eemamokcurunom. Yeeauvenue: a — x 100; 6—e — x400; 0 — x 12000; e—u — *x200

Fig. 7. Pathological changes in the internal organs: a, 6 — the wall of the small intestine with necrosis and fibrosis of the outer layer of the muscularis propria
(1 — mucous layer and submucosa, 2 — inner layer, 3 — outer layer); ¢ — hypertrophy of the middle layer of the intramural artery of the large intestine; e —
hypertrophy of the middle layer of the intraorgan artery of the lung;, 0 — leiomyocyte of the muscular layer of the small intestine with a group
of megalomitochondria; e — an intermuscular autonomic nodule in the small intestine of a patient with MNGIE; xc — intermuscular vegetative node in the
small intestine of a patient without a genetic disease; 3 — CD 117+ cells in the muscularis propria of the small intestine of a patient with MNGIE; u — CD117+
cells in the muscularis propria of the small intestine of a patient without a genetic disease. Staining: a—e — hematoxylin and eosin; 0 — transmission electron
microscopy; e, ac — immunohistochemical reaction with antibodies to S100, stained with hematoxylin; 3, u — immunohistochemical reaction with antibodies
to CD117, stained with hematoxylin. Magnification: a — x 100; 6—e — x400; 0 — % 12 000; e—u — %200
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ciryJasix — (hoKaJIbHOE MICUe3HOBEHUE CTUIETeHUsT Ayapbaxa
(3 u3 8) (Tabm. 2). B npencraBieHHOM ciydae MOpGOIOTH-
YeCKUM CyOCTPaTOM KIIMHUIECKUX MTPOSIBIIEHUI TTOPasKeHUST
JKETyTOYHO-KUIIIEYHOTO TPAKTA SIBJSUTNCH OTeK U (hudpo3
TTOJICTM3VCTON OCHOBBI, TMMGOIIMTAPHAS MHOITETpALIUS,
HEKPO3 1 (pudpO3 MPOJOTHLHOTO CJIOST MBITIIEYHOI 000JI0U-
K/ TOHKOM U TOJICTOM KHMILIOK, YTO COIJIACYETCS C NAHHBIMU
nuareparypsl [13, 14]. Tpu UI'X-uccnenoBannm TOHKOMN
KUIIKY B 4 3 OMMCAHHBIX CJTyYaeB BHISIBIIEHO YMEHbBIIIEHUE
yucra CD117+-Ki1eTok, mpencTaBIeHHBIX MHTEPCTUIIAATb-
HbIMU NeficMeKepHbIMU KileTKamu Kaxais, 3apaionmmu
PUTM TIEPUCTATBTUKE TTOJIBIX OPTaHOB KeTyT0YHO-KUIIIEY-
HOT'O TPaKTa, CHIKEHME KOJTMIECTBA KOTOPHIX OBLIO BBISIB-
JIEHO B omuchiBaeMoM cirydae [12—14, 17] (cm. Tabm. 2).

Xapaxrtepubim st MNGIE siBnsiercst cunapom xpo-
HUYECKOW 9KCTPAOKYJISIpHOU odraibmorierun 6e3 nu-
rionui [32], KOTOpbIii B OMMCHIBAEMOM CITyJae UMeJT JIETKYIO
CTETIEHb BBIPAXKEHHOCTH, TIOTOMY OBLIT BBISIBJIEH B COYe-
TaHWU C JIETKUM OJiechaponTo3om TobkKo B 40 JieT B xoae
HEBPOJIOTUYECKOTO OCMOTpA CTEIUATUCTOM TI0 HEPBHO-
MBbIIIIeYHOM maronoruu [33].

DopMKUpOBaHUE PAa3BEPHYTON KIMHNYECKOM KAPTUHbI
MNGIE mipon3zonnio B 35 J1eT, Korna y MalueHTKU TOSIBA-
JINCh YyBCTBUTENbHBIE PACCTPOINCTBA, a B MOCTIEAYIOIIEM
pa3BUIICSI ACUMMETPUYHBINM CTETITIAX.

DJIeKTpOHHAsT MUKPOCKOTIUSI BBISIBIISIET METATIOMMU-
TOXOHAPUM B TAHTJIMO3HBIX KieTKax (12 u3 13 ciyyaes)
(cMm. Tab. 2). B nmpencraBneHHOM CiTydae METaTOMUTOXOH-
Jpuy OOHAPYXEHBI B JISHOMHUOLINTAX KUIIIEUHUKA.

Y HabmogaemMoit NauMeHTKU KJIMHUKO-1a00paTOPHbBII
MUOTIATUYECKU CUHIPOM HE BBISIBJIEH, HECMOTPST Ha 3Ha-

YUTEJIbHYIO PACTIPOCTPAHEHHOCTh CPEIN PaHee TIPeNCTaB-
nenHbix crydyaeB MNGIE [19, 29, 33]. CnabocTts MbITIIIL
OblJIa MpeACTaBIeHa OMWHAKOBO KaK B MTPOKCUMAJIbHBIX,
TaK ¥ B IUCTATbHBIX OTAEIaX KOHEYHOCTEH, TIPY TTU30/11-
YeCKOM MOBBIIICHUN YPOBHSA KpeaTMHOOCGHOKMHAZH
M TIPENMYIIEeCTBEHHO JIaKTaTaernaporeHassl (o 875 Ex/m).
I1o manapiM MPT Haimm4ume TOIBKO OTEYHBIX U3MEHEHUN
MBI TIEpeTHEN TPYMIbl Oefep M BCEX MBIIIIL TOJIEHeH
TIPY OTCYTCTBUY MTPU3HAKOB XUPOBOTO 3aMETIIEHUS] MOXET
YKa3bIBaTh KaK HA MUHUMAJTbHBIE TIPOSIBJIEHUST MUOTIATH -
YEeCKOro CMHAPOMA, TaK U HAa HEUPOTEHHBIN TIPOLIECC.
[Tpu rucromornuyeckoM MCCIENOBAHUU BBISIBICHBI TIPU-
3HAaKM CMEIIAaHHOTO HEWPOTEHHOTO U MUOTIATUIECKOTO
TMOpaKeHUsT CKEJETHBIX MBI, CMEeIIaHHbBIN XapaKTep
TIOpaKeHUsT O0YCIIOBJIEH «MbIIIIEYHBIM TTAPaIOKCOM», OTTH-
cannbM [. Nishino u coasr. (1999), cyTs KoTOpOTO 3aKITIO-
yaeTcs B Haymmauu aedpekroB MTIHK B ckeeTHBIX MbIIIIIIax
mareaToB ¢ MNGIE npu HU3KOM ypOBHE 3KCIIPECCUU
TYMP. B HacTosiiiee BpeMsl U3BBECTHO, UTO «MbILLIEUHBI
rnapamokc» 00YyCJIOBJIEH B 0OJIbllIei CTENEHNU CUCTEMHbBIM
HAaKOTUIEHUEM MMUPUMUINHOBBIX HYKJIEO3UIOB, HEXENIN
HETIOCPENICTBEHHO TeHETUYEeCKU O0YCIIOBIEHHBIM CHIXKE-
HueM TO [7, 34]. UmeroTcs oTaeIbHbBIE JaHHBIE O (hUOPO3-
HOM 3aMelIeHUM MBIIIEYHbIX BOJTOKOH (1 13 2 ciydaes),
a TaKXXe O TIPUCYTCTBUU KPYIJIBIX TUTIEPTPOGDUPOBAHHBIX
BOJIOKOH B COYETAHUU C aTPO(PUIECKUMU YTITOBBIMU MbI-
1IeYHBIMY BosIoKHaMU (2 u3 3 cimydaeB). OOpaiiaet Ha ce-
051 BHUMaHHUE OTCYTCTBUE «PBaHbBIX KPACHBIX BOJOKOH»,
XapaKTEePHBIX JISI MUTOXOHAPUATbHBIX 0OJIe3HE N (BBISIB-
sensl B 13 u3 19 onucanusix caydaeB MNGIE). COX-
JeUILIMTHBIE BOJOKHA BBISABIIEHBI B 16 13 19 onmcaHHBIX

Ta6muma 2. Mopgoeenemuueckoe conocmagaenue namoaucmonoeuteckux npuznaxoe MNGIE

Table 2. Morpogenetic correlation of pathohistological features of MNGIE

Feature

The number of patients
with in the literature

OuaroBasi aTpohus TPOAOJLHOTO
CJI0$1 MBIIIIEYHOU 000J0YKYU TOH-
KOM KUIIKU

Focal atrophy of the longitudinal layer
of the muscularis propria in the small
intestine

11/15

[Source], number of patients (z), and mutation

[5]n=1—c.401C>A, p.Alal34Glu,
c.1142T>G, p.Val256Phe;
[171n=1—NA;

[18] n=1—¢.261G>T, p.Glu87Asp;
¢.340G>A, p.Aspl14Asn;

[12] n =2 — c.401C>A, p.Alal34Glu;
¢.845G>A, p.Gly282Asp;

[19] n =1 —IVS1-1G>C, romo3urora/homozygous;
[20] n=1—c.417+1G>A; ¢.978dup,
p-Ala327Argfs*?;

[21] n=1 — c.856G>A, p.Glu286Lys; c.866A>C, p.Glu289Ala;

n=1-—g.3867G>A, romo3urora/homozygous;
[22] n =1 — c.1443G>A, p.GIn481_ GIn482=,
TOMO3HToTa/homozygous;

[23] n =1 —c.457G>A, p.Glyl153Ser, romo3urora/homozygous;

n=1—c.522T>A, roMmo3urora/homozygous;
n=1-—c.433G>A, p.Glyl45Arg, romo3urora/homozygous;
n=1—c.665A>G, p.Lys222Arg;
¢.1406insC;
n=1-c.866A>C, p.Glu289Ala;
IVS9-1G>C
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Feature

®DokanbHOE NCYE3HOBEHUE CILIC-
TeHus Ayapbaxa

Focal disappearance of the Auerbach
plexus

CeI‘MeHTapHaH JEMUCIITMHU3al s
Segmental demyelination

DdubposHoE 3aMelleHNE
CKEJIETHBIX MBILIEYHBIX
BOJIOKOH

Fibrous replacement

of muscle fibers

Kpyrabie runeprpogupoBaHHbBIE
MBILICYHbIE BOJIOKHA

B COYETaHUU C aTpohUpOBaH-
HBIMU YTJIOBBIMUA MBIIIEYHBIMA
BOJIOKHAMU

Round hypertrophic muscle fibers

in combination with atrophic angular
muscle fibers

«PBaHbIE KpacHbIE BOJIOKHA»
«Ragged red fibers»

IIpodonscenue maba. 2
Continuation of table 2

[Source], number of patients (z), and mutation

The number of patients
with in the literature

[5]1n=1—c.401C>A, p.Alal34Glu;
¢.1142T>G, p.Val256Phe;

[18] n=1—c.261G>T, p.Glu87Asp;
¢.340G>A, p. Aspl14Asn;

[20] n=1 — c.417+1G>A; ¢.978dup,

3/8 p-Ala327Argfs*?;
[211n=1—c.856G>A, p.Glu286Lys; c.866A>C, p.Glu289Ala;
n=1-c.866A>C, p.Glu289Ala, romo3urora/homozygous;
[22] n=1 — c.1443G>A, p.GIn481 GIn482=,
TOMO3UTOoTa/homozygous;
[24,25] n=2 — NA;

[26] n =1 — ¢.1443G>A, p.GIn481= romo3urora/homozygous;

n=1—NA;

[21] n=1 — c.856G>A, p.Glu286Lys; c.866A>C, p.Glu289Ala;

n=1-c.866A>C, p.Glu289Ala, romo3urora/homozygous;
10/10 [24,251n=2 — NA;

[27] n=1 — c.856G>A, p.Glu286Lys; c.866A>C, p.Glu289Ala;
n=1—p.Asn156Gly; c.530T>C, p.Leul77Pro;
n=1—p.Gly387Asn; c.866A>C, p.Glu289Ala;

n=1-—c.707T>C, p.Phe236Ser, rerepo3urora/heterozygous

[211 n =1 — c.856G>A, p.Glu286Lys; c.866A>C, p.Glu289Ala;
1/2 n=1-c.866A>C, p.Glu289Ala, romo3urora/homozygous;
[251n=1—-NA

[21] n=1 — ¢c.856G>A, p.Glu286Lys; c.866A>C, p.Glu289Ala;
2/3 n=1-c.866A>C, p.Glu289Ala, romo3urora/homozygous;
[251n=1—-NA
[28] n=1 —c.1283G>A, p.Gly428Asp, romo3urota/homozygous

[29] n=3 — NA;

[21] n=1 — c.856G>A, p.Glu286Lys; c.866A>C, p.Glu289Ala;
n=1-—c.866A>C, p Glu289Ala, romo3urora/homozygous;
[23] n=1 — c.457G>A, p.Gly153Ser, romo3uroTa/homozygous;
n=1-—c.522T>A, romo3urora/homozygous;
n=1-—c.433G>A, p.Glyl145Arg, romo3urora/homozygous;
n=1—c.665A>G, p.Lys222Arg;
¢.1406insC;
n=1-c.866A>C, p.Glu289Ala;
1VS9-1G>C;

[24] n=1— NA;

[28] n =1 —c.1283G>A, p.Gly428Asp, romo3urora/homozygous;
[30] n=1 — c.622G>A, p.Val208Met; c.1159 + 2T>A;
n=1-c.391C>A, p.Prol131Thr;
c.1160-1G>A;
n=1-c.866A>C, p.Glu289Ala, romo3urora/homozygous;
n=1-c.622G>A, p.Val208Met;
¢.931G>C, p.Gly311Ser;
n=1-c.622G>A, p.Val208 Met;
¢.605G>C, p.Arg202Thr;
n=1-c.457G>A, p.Glyl53Ser;
¢.854T>C, p.Leu285Pro;
n=1-—c.1135G>A, p.Glu379Lys;
c.1160-1G>A

13/19
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Feature The number of patients

with in the literature

COX-neuInUTHBIC BOJIOKHA

COX-deficient fibers 16/19
YMeHbLIeHNE yncia

CD117+-kietok 4/4
Decreased number of CD117+ cells
MeranoMuToxoHIpUU

B FAHTJIMO3HBIX KJIETKaX 12/13

Megalomitochondria in ganglion cells

Ilpumeuanue. NA — nem oauHbix.
Note. NA — not available.

OkoHuanue maéba. 2
End of table 2

[Source], number of patients (), and mutation

[29] n=3 — NA;

[21] n=1 — c.856G>A, p.Glu286Lys; c.866A>C, p.Glu289Ala;
n=1-c.866A>C, p.Glu289Ala, romo3urora/homozygous;
[22] n=1 — ¢.1443G>A, p.GIn481 GIn482=,
roMo3urora/homozygous;

[23] n=1—c.457G>A, p.Glyl153Ser, romo3urora/homozygous;
n=1-—c.522T>A, romo3urora/homozygous;
n=1-—c.433G>A, p.Glyl45Arg, romo3urora/homozygous;
n=1-c.665A>G, p.Lys222Arg;
¢.1406insC;
n=1-c.866A>C, p.Glu289Ala;

IVS9-1G>C;

[28] n =1 — c.1283G>A, p.Gly428Asp, romo3urora/homozygous;
[30] n=1 — c.622G>A, p.Val208Met; c.1159+2T>A;
n=1-—c.391C>A, p.Prol31Thr,
c.1160-1G>A;
n=1-c.866A>C, p.Glu289Ala,
TOMO3HTOoTa/homozygous;
n=1-c.622G>A, p.Val208Met,
¢.931G>C, p.Gly311Ser;
n=1-—c.622G>A, p.Val208Met;
¢.605G>C, p.Arg202Thr;
n=1—c.457G>A, p.Glyl53Ser;
¢.854T>C, p.Leu285Pro;
n=1-c.1135G>A, p.Glu379Lys;
c.1160-1G>A

[18] n=1—c.261G>T, p.Glu87Asp;
¢.340G>A; p.Aspl114Asn;
[311n=1—NA;
n=2—c.866A>C, p.Glu289Ala, romo3urora/homozygous

[5]n=1-c.401C>A, p.Alal34Glu;
c.1142T>G, p.Val256Phe;
[17]n=1— NA;

[12] n=1—c.401C>A, p.Alal34Glu;
c.845G>A, p.Gly282Asp;
n=1-—c.401C>A, p.Alal34Glu,
c.845G>A, p.Gly282Asp;

[20] n=1— c.417+1G>A; ¢.978dup,
p.Ala327Argfs*?;

[21] n=1 — c.856G>A, p.Glu286Lys; c.866A>C, p.Glu289Ala;
[22] n=1 — ¢.1443G>A, p.GIn481_ GIn482=,
TOMO3UT0Ta/homozygous;

[23] n=1—c.457G>A, p.Glyl53Ser, romo3urora/homozygous;
n=1-c.522T>A, romo3urora/homozygous;
n=1-—c.433G>A, p.Glyl45Arg, romo3urora/homozygous;
n=1-c.665A>G, p.Lys222Arg;
¢.1406insC;
n=1-c.866A>C, p.Glu289Ala;

IVS9-1G>C;

[24] n=1— NA

CITy4aeB, B TIPEICTARIICHHOM CJTy4ae TMCTOXUMUYECKU I aHaT3
C LIEJTbIO X OOHAPYXEHUST HEe TIPOBOAWIICS (CM. TaOI. 2).
Pesynbrarel crumynsiinonHoit DHMI cooTBercTBO-
BaJI IEMUEIMHU3UPYIONIEMY ITOPaXXeHUI0 HEPBOB BEPX-
HUX KOHEYHOCTEW 0e3 MPU3HAKOB Aucnepcuu M-BOJH

U rpyOOMy aKCOHAJIBHOMY MOPAXXEHUIO MOTOPHBIX U CEH-
COPHBIX BOJIOKOH HUXXHUX KOHEYHOCTEN. AKCOHAJTbHBIA
XapakTep MOPAKEHUs, BEPOSITHO, HOCUJT BTOPUYHBIN Xapak-
TEp 10 OTHOIIIEHUIO K AeMuenau3aimu [33]. Mopdonoru-
YECKUM MOATBEPXKICHUEM MEPBUYHO-IEMUETUHU3YIOIETO
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MMOpaXXeHUs BUJIACh AECTPYKLMS JIJaMEJUT IIBAHHOBCKUX
KJIETOK, BEpOSITHO, BBI3BaHHAsI HEPAaBHOMEPHBIM PacIIpeie-
sienveM aedexktoB MTIAHK (ucTollieHre, OTHOHYKIEOTUIHBIE
3aMEHBI, IeJICIIN, TYTUIMKALIMKI) BIOIb MUETMHOBOI 000-
JIOYKM HEPBOB, YaCTO BOBJIEKAIOIINM cruieTeHus [32, 33].
CermMeHTapHasT IeMUCIMHU3AINS TIeprpepIIeCKIX HEPBOB
MPOIEMOHCTPHUPOBaHa Bo Beex 10 omcaHHBIX cirydasx MN-
GIE (cM. Tab:1. 2) 1 moATBep:KIeHa B HallleM HAOTIOICHIM.

OtMeyeHHbIe 11O faHHBIM DHMI nsmenenud B coue-
TaHUM C QIYKTYMPYIOIINM TeYCHHEM ITOJIMHEHUPOIIaTUI
YacTO OIMMOOYHO MHTEPIIPETUPYIOTCS KaK IPOSIBIICHUE
XBAIT [26], 4TO ABMIOCH OCHOBAHUEM JIsI HA3HAYEHMST
I'KC. INpnmeyaTebHO HATMYME KITMHUKO-31EKTPOPU3N0-
JIOTMYECKOM TMCCOIMALINEI — TIPU OTCYTCTBUM ITPOBEICHYS
0 MOTOPHBIM BOJIOKHAM B IMCTAJILHBIX OTIEIaX HOT CO-
XpaHsgeTcs MbIIIeuHas cuia 3—4 6aa.

[Iporpeccupytoliee CHIDKEHUE CIIyXa OMHOMOMEHTHO
C TIOSIBJICHEM CHMIITOMOB TIOJIMHEBPOITATHH C 35 JIET OT-
paXaeT maTOTeHeTNIeCKIEe BApUAHThHI Pa3BUTHUSI TaHHOTO
cuHapoMma — nopaxeHue VIII mapbr u/uam cocyaucToi
ITOJIOCKY YIIMTKOBOTO KaHaJIa TIepeIOHYaTOro JIAOMPUHTA
[19, 32]. B ipencraBieHHOM HaMU CJTydae TTOBPEsKICHIE TIpe-
MMYIIECTBEHHO HAOMIONATIOCh B COCYIMCTOM TOJIOCKE YIIHAT-
KOBOT'0O KaHaJla, TaK KaK ITOJIHAS TTOTepsI CIIyXa IPOMU30IIUIa
B HavaJie mpreMa (pypoceMua, 00IagaroIiero OTOTOKCH -
yecknM apdexrom [35].

[Ipexncrasisier UHTEpEeC AMHAMUKA (pepMeHTeMUH (a1a-
HUHAMMHOTpaHCcdepasa, TaMMa-TII0TaMUAITPAHCTICIITH -
nasa, mesrogHas ¢pocdarasa) Ipu OTCYTCTBUU OMIUPYOH -
HEMWH Y TIOBHIIIICHUST aKTUBHOCTH KpeaTHH(MOCHOKMHAZEL,
YTO CBUIETEILCTBYET O HAYAIbHBIX IIPOSIBJICHUSAX IeUe-
HOYHO-KJICTOYHOM HETOCTATOYHOCTH Ha (POHE MUTOXOH-
npuotokcudyeckoro aeiicteust [KC (0,1 mMr/kr). Makcu-
MaJTBHBIN TTOIBEM YPOBHEH (pepMEHTOB OTMEUEH B IIEPHOT
Pa3BUTHS IIMPPO3a, OCIIOXKHEHHOTO TIOPTAILHOM THIIepTeH-
3ueit u acunutoM [34, 36]. YpoBeHb JaKTaTaernIporeHas3sl
TaKXXe 3MM30AWYCCKHU TOBBIIIAICS, JOCTUTAST MaKCH-
MAaJTBbHBIX BEJIMYUH B ITEPUOJ BBIPAKEHHOTO JIAKTAT-aI U0~
3a Ha (poHe cericuca (puc. 8).

B MoMeHT pa3BUTHS TOJMHEBPUTUICCKOTO CHHIPOMA
¥ YYaIIeHNUS TUaper OTMEYCHO HEYKIIOHHOE TIPOTrpeCcCH-
poBaHNE TUIIOXPOMHOM MUKPOLIMTAPHON Xere3omedu-
LUTHOM aHeMMH (YPOBEeHB KeJre3a 4,1 MKMOJTb/JT) 10 YPOB-
HsI TeMoriobonHa 81 /1.

C mporpeccrpoBaHHEM TOHKOTOJICTOKUIIICUHOM AWC-
TIeTICUH Y TIAIIMCHTKH Pa3BIIACh TUITOTIPOTEMHEMUS C TIPH-
COeMTMHEHUEM THUIIOATEOYMIHEMUHN B TICPHO]I CETICHCA.

Hammaue nefikosHIIehbasonaTiy — OIWH U3 O0JMTaTHBIX
npuzHakoB MNGIE [37]. beccuMITTOMHBII IITHUCTBIH TTaT-
TePH JIEUKO3HIIe(ATONATUI B OIIMCAHHOM CJTydae COOTBETCT-
BYeT paHHIM M3MEHEHUSIM IIEHTPAIEHOM HEPBHOI CUCTEMBI,
TOrIa KaK Ha 0oJIee IMO3MHMX CTAIusIX JIeMKO3HIIe(aIonaTys
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Puc. 8. Usmenenus yposns axmusnocmu kpeamungpocghoxunazol (KPK), rakmamoeeudpoeenasvt (JIAT), acnapmamamunompancgepazor (ACT), aranun-
amunompancgepazwl (AJIT) u raxkmama cviéopomku Kkpogu y hayuenmku ¢ cunopomom MNGIE

Fig. 8. Activity changes of the creatine phosphokinase (CK), lactate dehydrogenase (LDH), aspartate aminotransferase (AST), alanine aminotransferase

(ALT) and serum lactate in a patient with MNGIE syndrome
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npuodpeTaer auddy3HbIi xapakrep [36]. [Tpn 3TOM 00BIY-
HO HET KIIMHUYECKUX TTPOSIBJICHUI TTOpaXXeHUsI LIEHTPAJThb-
HOI1 HEPBHOM CHCTEMBI, 32 CKITIOUCHNEM IeMEHIIMN Ha
MO3IHUX CTagusIX 6one3nu [37].

PyrunHas amekTposHIedarorpaMma y maumueHTKA
BBISIBUJIA OMJIATEPaJIbHBIN IEBTa-PUTM C eAUHUYHBIMU
KOMILIEKCAaMU OCTpasi — MeIIJICHHAs BOJIHA B TIPaBBIX BH-
COYHBIX OTHEJIaX, paHee OIMMCAHHBIN KaK XapaKTepHBIN
npusHak MNGIE [38].

[loBbilieHUE YpOBHS OeJiKa B LiepeOpOCTIMHAILHOM
KUIKOCTHU TakKe aBisgercsd TumIHbIM 11t MNGIE [33].
B oGcyxxnaemMoM ciydae gaHHBINA (pakT ObLT OLIMOOYHO
pacueHeH Kak noarsepxaeHue XBIIT.

[MmoroHamOTPOIHEI TMIIOTOHAIN3M TMATHOCTHPOBAH
Ha OCHOBaHUM CHUKEHMS YPOBHEH JIIOTEMTHU3UPYIOIIETO,
G OUMKYTOCTUMYJIMPYIOIIETO TOPMOHOB M 3CTPagnuoiia
[39], omHAKO omMCaHBI CITydan TUTIEPTOHAIOTPOITHOTO T'H-
noroHaguaMma [10, 40].

JAncaaeKTpONMTHBIE M3MEHEHUS (THITOKATUEMMUS,
TUTIOKAJIBLIMEMUST) ¥ TUTIOTIPOTEMHEMMSI C TUTIOATTHEOYMM -
HeMueil ObLIM IPOTrPecCUpYIOLLMMU U (PIYKTYUPYIOILKUMHU,
YTO 3aBUCEJIO OT YACTOThI U TSDKECTU AMapeu U pBOTHI [36].

OTINYUTEeTbHOU J1abOpPaTOPHOM OCOOEHHOCTHIO
npeactasiaeHHoro ciiydasgs MNGIE gaBnsieTcs TOBBITIIeH-
HBI YPOBEHb TUTUAPOTUMUHA (2,23 HMOJIb/MII) TIpU
HOPMAaJIbHBIX YPOBHSIX TUMHAWHA U Ie30KCUYPUINHA
B IUTa3Me KPOBU 1 CYTOYHOM MOYe, YTO Yalle Habjroma-
ercs pu peHoTHIIe ¢ TO3THUM AebioToM (1mocite 40 jet)
[41]. IUTUOpOTUMUH SIBISIETCS NETUAPOTEHU3UPOBAH-
HBIM IIPOM3BOTHBIM TUMHWHA, KOTOPHIi, B CBOIO OYepeb,
obpasyercsa U3 TUMUIWHA ITyTeM (HochOoprIMpOBaHUS
npu ydactum ¢pepmeHTa Td. Takum obpazoM, odbpa3o-
BaHIE CBEPXHOPMAJIbHBIX KOHIICHTPALIMU TUTUIPOTH-
MHHA B CBIBOPOTKE KpoBH B oTcyTcTBHEe T TIpencTaB-
JISIeTCSI HeOOBIIHBIM MPOSIBIICHUEM Oosie3HU. OmHAKO
IUTUAPOTUMWH TIPEICTABIICH B PSAIE COOOIICHMI KaK Me-
Tabommueckuit Mapkep MNGIE, BEISIBISIEMBII METOIOM
BBICOKO2(P(PEeKTUBHON XMIKOCTHON XpoMmaTorpaduu
[42]. OTcyTcTBUME TTOBBIIIEHUS YPOBHEN TUMUINHA U Jie-
30KCUypUINHA B CYTOYHOM MOUYE, BEPOSITHO, CBSI3aHO
¢ HaJIM9IreM OaKTepUypHUH, TIPUBOASAIICH K 3TUMAHALINN
3TUX BelecTs [37].

[NoBrImIeHNE YPOBHS JIaKTaTa B CBIBOPOTKE KPOBU
1o 12,3 MMOJTb/J1, yBeTMUeHE COOTHOIIICHMS JIAKTAT /TI -
pyBar 1o 28, TunepaakTaTaluaypyus B COYCTAHUM C TIOBbI-
IIeHNEM SKCKPEIIMU ¢ MOYOoit (pyMapoBoOii, 3-MeTHII-TITy-
TaKOHOBOI, STWJIMAJIOHOBOI ¥ ITMPOBUHOIPATHON KHUCIOT
[34] cBumerenbcTBOBaNO O Jaktaraunuaemuu (pH 7,36—

7,40), Torma Kax B IIepro TEUCHUS CETICHCa Y IIPOTPECCH-
POBaHUS TTOPTAIBHOM TUTIEPTEH3UH PA3BUJICS JIAKTAT-allk-
o3 (pH 7,12), apmsmomuiica HetunmnaHbeIM 111 MNGIE
[41]. B cBotO OYepenb, TaKTaTalUAEMHUST, BEPOSITHO, SIBIISI-
JIach MPUIMHOM MHCYIBTOIIOAOOHBIX SIMM3000B JTUTEITb-
HOCTBIO 3—5 mHel (ITOHKeHUE YPOBHSI CO3HAHUS, TeTpa-
TUIeTHS ), ydacTuBIIMXCS K 40 romam.

Takum obpasom, onmcaHHblii caydait MNGIE coot-
BETCTBOBAJ «KJjlaccuueckomy» deHotuiry [41]. B nenom
MNGIE sBnsieTcs CTOXXHBIM JUaTHOCTUYECKUM pElIeHN~
€M BBUIY MaJIoil IIPeIcKa3yeMOCTH ITOCIeI0BATEIFHOCTHI
Pa3BUTHSI CUMIITOMOB, IIPX 3TOM YacTbh IIPMU3HAKOB BOOO-
1IIe MOXET OTCYTCTBOBAaThH [33].

Jleuenne MNGIE npenmylliecCTBEHHO CUMITOMATH -
YeCKOEe: aHAJbIeTUKHU, IPOKMHETUKY, aHTUIMETHKH, aH-
TUOMOTHKY [43]. YMeHbIIeHNEe 3MTM3010B 00N B 3IUTA-
CTPUHM MOXET OBITh JOCTUTHYTO ITyTeM ITPOBEICHUS
0JI0KaIbl YpeBHOTO CIUIeTeHUs OynuBakanHoM [44]. Kpo-
ME CHMIITOMAaTHYEeCKOM Tepaluy IMallMeHTKa ITojIyJaja
I'KC, 49T0, BO3MOXHO, OKa3ajlo HeTaTUBHBIN >(PdeKT
Ha (OYHKIIMIO MUTOXOHIPHUI BBUIY ITPSIMOTO MUTOXOHIPHO-
TOoKcm4ecKkoro addekra [45].

CyIIecTBYIOT 3KCIIEpUMEHTAIbHBIC TePATIeBTUICCKIE
TIOAXOMIBI, HAITIPaBJICHHBIE HAa BOCCTAHOBJICHNE aKTUBHOCTH
T®: nrady3rm T ¢ nHKATICYTMPOBAHHBIMU SPUTPOLIUTAMMI
(EE-TP) [2], TpaHCIUTaHTAIIMS TEMOITO3TUYECKIX CTBOJIO-
Bbix Kj1eToK (HSCT) [46], opToTonuyeckas TpaHCILIaHTa-
st iedenu (OLT) [47] n mHDY31M TOHOPCKIX TPOMOOITH -
TOB [48]. B psine viccienoBaHmii ToKa3aHa JOKJIMHUYECKAsT
addekTBHOCTDL TeHHOIT Tepanuu [49, 50]. B HeKoTOpbIX
WCCIIeIOBaHUSIX MpeacTaBieHa 3P (PeKTUBHOCTD TIJIa3MO-
obMmena ripu ieueHun MNGIE [51-54].

Omnucannbiii caydait MNGIE, HecMOTpsT Ha HavaTyio
MaTOTeHETUIECKYIO Teparuio (MHQY3US TPOMOOIIUTAPHOTO
KOHIICHTpATa), 3aBEPIIIICS CMEePThIO TallneHTKH B 40 et
OT OCTPOM CePIEeTHO-COCYINUCTON HETOCTATOUHOCTH BCIIC-
CTBUE ITyJIbMOHOT€HHOTO CETICHCa, TIPUBEIIIETO K IEKOM-
TIeHCAIINM MEXaHU3MOB TKaHeBOTO mbixaHus. [1pomomku-
TEeJTBHOCTD XWU3HM IMAIlUeHTKA COOTBETCTBYET CPEIHEMY
nepuony BekuBaeMoctu 35—37 net mpu MNGIE [41].

Cungpom MNGIE gBnsieTcs TpyTHOIMATHOCTUPY-
€MBIM MYJIBTHCHCTEMHBIM 3a00JIeBaHIEM, KOTOPOE B 00JIb-
IIMHCTBE CIyJacB 3aBepIacTCs CMEPTHIO Ha 4-i1 mekane
xu3HA. [Irpokast ocBeTOMIICHHOCTSD O ITPOSIBIICHUSIX JaH-
HOTO CHMHIpOMA ITO3BOJINT Peaan30BaTh MYIBTHINCIINATI-
JMHapHLIN moxox B nmarHoctuke MNGIE, uto obecrieunt
paHHee IpUMEHEHHE CPEICTB MaTOTeHETHYECKOI Tepari
¥ YBEJIMIUT BBLKUBAEMOCTD ITAIITUEHTOB.
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[InddepeHumanbHan AMarHOCTUKA BOCNANMTENbHbIX MUONATUIA, CONMPOBOXAAIWLNXCA BTOPUYHBIM BOCNANNTENbHbIM
NpOLECCOM, C HACNTEACTBEHHbIMU MbIWEYHBIMU [UCTPOPUAMMU ABAAETCA CNOXKHON U TPYAOEMKOI KNMHMKO-NATOMOP-
tdbonornyeckoi 3agaveir. B yactHoCcTH, NoXHas AMArHOCTUKa NOAMMMO3UTA Y NALMEHTOB C gucdepamHonaruei fo-
cTuraet 25 % cnyyaes.

MpepacTaBneHa naumeHTka 40 NeT ¢ NOACHO-KOHEYHOCTHBIM (heHOTUNOM AuchepnnHonaTum, NePBUYHO AUArHOCTU-
POBaHHOI Kak NoAMMMO3MUT. MPUYMHDI, NOBAEKIME OWNOOYHYIO AMATHOCTUKY: CMOPafUYECKOe NPOUCXOXAEHME;
NOAOCTPLIA [e6I0T; NPOKCUMaNbHAA MblleyHas cnabocTb; MUANTUA, KYyNUPOBaBLAACA Ha QOHe MMIOKOKOPTUKOCTE-
POMAHOI Tepanuu; NoBbllWeHWe ypoBHA KpeaTnHdochokuHassl (Ao 17 pas); Hanuune numdoumTapHo-makpodaranb-
HOTO MHGUILTPaTa B MbIlEYHOM BMONTaTe U OTCYTCTBME LAHHBIX MAarHUTHO-Pe30HaHCHO ToMorpaduu npu nepeuy-
HOM 06CiefoBaHNU.

PechpakTepHOCTb KIMHWUKO-Na60OPaTOPHBIX MPU3HAKOB K KOMMIEKCHOM MMMYHOCYNPECCMBHOM Tepanuu NOCayXuna npu-
YMHOI NepecMoTpa Pe3yNbTaToB GUONCMU MbILLLI C TUMMPOBAHMEM BOCMANUTENLHOTO UHGUALTPATA. HeBbipaxeHHbIH,
NpenMyLLeCTBEHHO NePUBACKYNAPHBIA UHGUILTPAT XapakTepnu3oBancs npeobnafaHnem Makpodaros 1, B MeHbLUel cTe-
neHu, CD4+, 4TO yKa3biBaNo Ha BTOPUYHbIN XapaKTep BOCMANeHUs B MbllIeYHON TKaHW, HAbI0O[AEMOTO NPU HEKOTOPbIX
HaCNefCTBEHHBIX MblWEYHbIX ANCTPOdUAX. [TpU NpoBEAEHUN UMMYHOTUCTOXMMUYECKON peakLumn BbiIABNEHO OTCYTCTBUE
Genka gucdepnuHa B capkonnasmaTuyeckoit MembpaHe.

B xope nonHo3k3omHoro cekBeHnpoBaHus (NGS) BbisBneHa mytaums B 39-m 3k3oHe reHa DYSF (p.Gln1428Ter) B retepo-
3UrOTHOM COCTOSIHUM, NPUBOAALLAA K NMOABNEHUIO CTOM-KOAOHA U NMPEXAEBPEMEHHON TEPMUHALMM TPAHCAALUK Benka.
Metogom MLPA 3apeructpupoBaHo no 3 konuu 18, 19, 20, 22, 24-ro 3k30H0B reHa DYSF.

KnuHunyeckuii cnyyaii 0TpaKaeT OCHOBHbIE OWMUOKM OLEHKM pe3ynsTatos 06cnefoBaHus U 3HEKTUBHOCTU UMMYHOCY-
NpecCcMBHOW Tepanuu y NaLMeHTOB C AUcdepanmHonatTnen.

KnioueBble cnoBa: aucdepnnHonatus, NosCHO-KOHEYHOCTHAs MblweyHas auctpotdus R2, red DYSF, BocnanutenbHole
MWUONATUU, NOIMMUO3NT, UMMYHOCYNpPECCUs

Ina uyntuposanua: bapgakos C.H., Emenun A.M., Hukutun C.C. v gp. MprUymnHbl NOXKHOWM JMArHOCTUKM NOAUMUO3MTA
y NaLMEHTOB C AuUChEepaMHONaTUeN: KTMHUYECKNI cydail. HepBHO-MbIeYHble 6one3Hn 2022;12(4):73-87. DOI: 10.17650/
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Differential diagnosis of inflammatory myopathies with hereditary muscular dystrophies accompanied by a secondary
inflammatory process is a time-consuming clinical and pathomorphological task. In particular, false diagnosis of poly-
myositis in patients with dysferlinopathy reaches 25 % of cases.

A 40-year-old female patient with a limb-girdle phenotype of dysferlinopathy, initially diagnosed as polymyositis,
is presented. The reasons that led to the erroneous diagnosis were: sporadic case; subacute onset; proximal muscle weak-
ness; myalgia, which stopped on the glucocorticosteroid therapy; high levels of creatine phosphokinase (up to 17 times);
the presence of lymphocytic-macrophage infiltrate in the muscle biopsy and the absence of magnetic resonance imaging
data in primary examination of the patient.

The refractoriness of clinical and laboratory signs to complex immunosuppressive therapy was the reason for revising
the muscle biopsy with typing of the inflammatory infiltrate. The predominantly unexpressed perivascular infiltrate was
characterized by the predominance of macrophages and, to a lesser extent, CD4+, which indicated the secondary nature
of the inflammation in the muscle observed in some hereditary muscular dystrophies. When conducting an immunohis-
tochemical reaction, the absence of the dysferlin protein in the sarcoplasmic membrane was revealed.

Whole-exome sequencing (NGS) revealed a mutation in exon 39 of the DYSF gene (p.Gln1428Ter) in the heterozygous
state, which leads to the appearance of a stop codon and premature termination of protein translation. MLPA method
registered 3 copies of exons 18, 19, 20, 22, 24 of the DYSF gene.

Thus, this clinical example reflects the main methodological errors and possible effects of immunosuppressive therapy
in patients with dysferlinopathy.

Keywords: dysferlinopathy, limb-girdle muscular dystrophy R2, DYSF gene, inflammatory myopathies, polymyositis,
immunosuppression
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HuddepeHnanbHast TMaTHOCTHKA HACIEACTBEHHBIX
1 TIOTCHIIMAIBLHO KypaOeTbHBIX BOCIIAIUTEILHBIX MUOITa-
THIA OTHOCHUTCS K CJIOKHBIM MYJITUAVCIIUIIMHAPHBIM
mpodjieMaM, TPeOYIOINM KOOoIlepallii PeBMaTOJIOTOB,
HEBPOJIOTOB M ITATOMOP(OJIOTOB.

[MommMmo3uT SIBISIETCS OMHUM M3 HamboJjiee 4acTo
JIOXKHOIMATHOCTHPYEMBIX 3a00JIeBaHUH Y TTAIIMEHTOB C Ha-
CIICACTBEHHBIMUA MUOTIATUSIMHM, XapaKTePU3YIOIIIMUCS
MOJOCTPBIM AE0I0TOM, TIPEUMYIIIECTBEHHO MTPOKCUMAaJIb-
HBIM pacIipefeIcCHNEM MBIIIEYHON CIa00CTH, BHICOKUM
ypoBHeM KpeatuH(pochokmHaszsl (KPK) 1 Hanmamem
BOCITAJINTEILHBIX MTH(UIBTPATUBHBIX N3MEHEHUI B TTOpa-
XKeHHBIX MbImax [1—3]. Cpenu HacienCTBEHHBIX (OpM
TTOJTMMUO3UT YaIlle BCETO TMAarHOCTUPYETCS B CITOpamdec-
KMX cirydasix gucepanHonatun [3—10], Torma Kak cpeau
MMPUOOPETEHHBIX MUOIIATHI OH JUATHOCTUPYETCS y TallH-
€HTOB, CTPaJAIOIINX MUO3UTOM C BKIIIoYeHusIMH [11, 12].
B GosiblIMHCTBE CayyaeB OIIMOOYHBIM AMArHO3 CBsI3aH

¢ (haKTOM BBISIBJICHHSI BOCITAJIUTEIFHOTO MHGWIBTPATA,
BcTpeyvaroterocs B 34—69 % cinydaeB auchepamHONaTHiA
[4, 13—15]. Kpome Toro, TOXXHAsI TMarHOCTUKA BOCIIAIM -
TEJbHBIX MUOITATHIT HA OCHOBAaHWU BBISBJICHMS TUMOO-
LUTAPHBIX NHOWIBTPATOB B MOPAaXEHHBIX MBIIIIIAX BO3-
MOXHA y TallEHTOB C JINIIEe-JIOMAaTOYHO MBIIICYHON
nuctpodueit [16—18], mosscHO-KOHEYHOCTHOM MBILIEYHOR
muctpodueit (ITKMI) RY [19], ITIKM/I R1 [20], LMNA-
accomuupoBanHoit [TIKM/I [21] m ITKM/I R12 [22].
BoubIie TpyTHOCTH BOZHMKAIOT B TMATHOCTHUKE TAKHMX
KypaOeJbHBIX BOCTAJIMTEILHBIX MUOTIaTUii, Kak SRP-
i HMGCR-HeKpoTU3UPYIONINIA MUO3UT, KOTOPhIE TMe-
0T MeUIEHHOE TeUYeHUE, OTCYTCTBHE WH(PUIBTPATUBHBIX
n3MeHeHuni u runepakcnpeccrio MHC I tnma B MblTreu-
HBIX OMOMTATaX, 9YTO TaKXKe XapaKTePHO IS HACICICTBEH-
Heix [TIKM/JI [6, 23, 24]. DTO MPUBOINAT K TOMY, YTO TALIH-
€HTHI C HAaCJIEICTBEHHBIMH (hopMaMH HEOOOCHOBAHHO
MOJTy4al0T UMMYHOCYIIPECCHUBHYIO TEPAIIHIO, a ITAIlCHTEI
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HepBHo-Mblweunbie O JIE3HH

C IpMOOPETEHHBIMU (hOPMaMM, IIPUHSITBIMY 32 HACJIEACT-
BEHHBIE, OCTAIOTCS Oe3 Heobxomumoro JiedeHus [25]. Kpo-
Me TOTO, JUTUTEJIbHAS BRICOKOMIO3HAs TePAITHsI TIIFOKOKOP-
tukocteponngamu (I'KC) n murocraTukamMu B TOITBITKE
MPEONOJIETH PE3UCTEHTHOCTD «ITOJTMMHUO3UTa» BIIEYET 3a CO-
0011 LIeTBIi KOMIUIEKC OCIOXHEHUN [5, 6, 9, 26, 27].

[IpencraBiaeHoO KIIMHUYECKOE HAOIIOAEHUE MTALUEHTKA
¢ [IKM/I R2, mepBUYHO IMarHOCTUPOBAHHOM KaK IO~
MMO3UT, ITOJIyJaBIIei B TeUeHUE 4 JIeT KOMOMHMPOBAHHYIO
MMMYHOCYITPECCUBHYIO Teparuio.

Iems paGoThl — BEISIBUTH KITMHUKO-MHCTPYMEHTAIBHEBIC
1 MopdoJIoTMIecKre 0COOEHHOCTH, IOBJICKIINE JIOXKHYIO
IWATHOCTUKY TOJIMMUO3UTA Y TAIIMEHTKY ¢ TUChEPITMHO-
IMaTHEl, a TAKKe OIICHUTD BISIHIEC MMMYHOCYITPECCUBHOM
Teparuy Ha TeYeHNE MBIIICYHO-IUCTPODUIECKOTO TIPO-
mmecca.

OO6cenoBanue nanueHTKA. Bee vccemoBanys mpoBo-
IIACH TIOCIIE TTIOANMCAaHNS HAIIMeHTKON T0OPOBOJBHOTO
nHdopMupoBaHHOTO coriacus. O6ciemoBaH MPoOOaH
40 neT, xxeHckoro noia (IV:2), n3 pycckoif HEeKpOBHOPOI -
CTBeHHOI cembH. IIpoBeneHbI TeHEAIOTUICCKII aHAIN3
1 KIIMTHAKO-HEBPOJIOTMIECKOEe 00CIIeI0BaHIE, TTATOTUCTO-
JIOTUYIECKUI aHAJIN3 OMOTITAaTa CKEeJICTHOM MBIIIIIIBI ¥ KOXKMU.
OneHKka TMHAMUKY TIPOTPECCUPOBAHMS BBITIOIHSIIACH Ha
OCHOBaHWHU peTpocneKTuBHOro aHaim3a ¢ 2018 mo 2022 .

JlabopaTopHble U MHCTPYMEHTAJIbHBIE MCCJIEIOBAHMS.
Y nmatmentku 1., 40 jreT, BEITTOTHEHA TMHAMITIECKAsT OIICH-
Ka KIMHUIECKOTO ¥ OMOXMMHMYECKOTO aHAIM30B KPOBH,
HCCIIEIOBAHO TIPOBEACHNE 110 TTIepuepuIeCKUM HepBaM
(CTUMYIISIITMOHHAS JIEKTPOHEepoMIOrpadysi), BEIITOTHE-
HBI UTOJTBYATAST 3IEKTPOMUOTPADUS, SJICKTPOKAPANOTPa-
¢us, sxokapauorpadusi, MAarHUTHO-PE30HAHCHASI TOMO-
rpacdust (MPT) MbII 1regeBoro, Ta30BOTO MOSICOB, Oeaep
W TOJICHEU.

I'enetnueckoe ucciaenosanue. Oopaszen JHK, momy-
YeHHBII oT Tpobanaa [V:2, mpoaHaM3mMpoBaH ¢ MOMOIIIBIO
MMOJTHOAK30MHOTO cekBeHUpoBaHusA (NGS). [MorHOK-
30MHOE CEKBEHUPOBAHWE BBHITTOJTHEHO MTAPHOKOHIIEBEIM
MeTtomoM (2 x 75 mmap ocHoBaHMit) Ha TiaTdopme Illumina
NextSeq 500 ¢ ncoab30BaHUEM METOTUKHU CEIEKTUBHOTO
3axBaTa ydyactkoB JIHK, oTHocsIIMXCS K KOOUPYIOIIUM
obmactsMm 6oiree 20000 reroB (Illumina TruSeq ExomeKit).
CpenHee TOKPHITHE YTEHMSI BO BCeX oOpasllax cocTa-
BMIIO 78,7, ¢ IIIMHOM TTpodTeHMii 2 X 75 1. 0. {7151 OlleHK1
TTOITY/ISTIIUOHHBIX YaCTOT BHISIBJICHHBIX BAPUAHTOB MCTIOJb-
30BaHbl BEIOOPKU MpoekToB «1000 reHoMoB», ESP6500
1 The Genome Aggregation Database. ITporpammbr PolyPhen,
SIFT (Sorting Intolerant From Tolerant) m MutationTaster
HCTIONB30BAJIUCH TS TIpeIcKa3aHMs BO3MOXHOTO 3ddeKTa
AMMHOKVCIOTHBIX 3aMeH 1 (DYyHKIINIA OSJIKOB.

Hccnenopanne konmmaecTBa Konuii 40 5K30HOB reHa
DYSF nipoBenerno merongoM MLPA. AHHOTauMsT 5K30HOB
reHa DYSF ocymiectsieHna o coopke LRG_845 (https://
www.lrg-sequence.org/).

[MoTeHUIMaTBHO MATOTEHHBIE MyTAIIUN UACHTUDUIIN -
POBAJINCh B CPAaBHCHUU C HOPMAJIbLHBIM YEJIOBEUYECKIM

TeHOMOM, a O0HAPYKeHHBIC N3MEHCHMS TIONTBEPXKIATNCH
pedepeHCcHBIMU MeTomaMu (CeKBeHUpoBaHNeM 110 CaH-
repy 1 IOJIMMepa3HOM eITHOM peaKImeit).

Mopdoaormaeckoe ucciaenosanne. [1apacbrHOBBIC Cpe-
361 OMoIITaTa m. vastus lateralis ipobaHIa OKpaIlWBajIN
TreMaTOKCHJIMHOM 1 303MHOM, TPUXPOMOM 110 Maiopu,
reMaToKCUanHOM, azypoM Il u s03uHOM 110 A.A. Makcu-
MOBY, a TaK}K€ UMMYHOTUCTOXUMHYIECKN C aHTUTEJIAMU
K nuchepauny (ab124684, Abcam, Benukobpuranus),
CD3, CD4, CDS8, CD68, CD138, HLA-DR (Abcam, Be-
JIMKOOpHUTaHMs). B KauecTBe KOHTPOJIS OBLT HCITOJIH30BaH
ouorrTar m. vastus lateralis 3MOPOBOTO MYKINHBI 38 JICT.

Craructnyeckuii anam3. [1prMeHSTICh METOIBI OTIH -
caTeJIbHOM 1 aHAIMTUYIECKOM CTAaTUCTUKHY, PeaTM30BaHHBIC
B mporpammax Past (4.09), GraphPad Prism (6.01). Bapu-
a0eJIbHOCTD LIEHTPaIbHbIX TEHAECHLMI BeIpaxanachk 95 %
JIOBEPUTEIbHBIMU WHTEPBaJIaMU, PACCIMTAHHBIMU METO-
JIoM OyTCTperIa.

KnuHunyecknin cnyyain

Ilpobanod — ucenmuna, 40 aem, poxcoena om I-ii 6e-
pemeHHocmu 8 38 Hed, om KauHu4ecku 300p08blx podumenneil.
Poornoii 6pam (38 aem) kaunuuecku 300poe. Cemeilnulii anam-
He3 XapaKkmepu308aics Omcymcmeuem HepeHO-MbliUeUHbIX
U aymouMMYHHbIX 3a001e6aHULL.

B demckom u oHouteckom nepuooax pasgumue coomeen-
CMeosano Hopme. 3aHUMANACH Ae2Kol amaemukoil (06ez).
B 36 nem uepes 1,0—1,5 mec nocae 5-x podoe nayuenmia
OMMemuAa Hapacmarwyo MblileHHy0 cA1abocms 6 nepedteil
epynne moluiy, bedpa Ha ghone HeaeueHOl CMPenmoKoKK08ol
aHeUuHsl, MaKk KaxK npodoaxcanra 8cKapMausauue 2pyosio.
B 38 aem cmana ¢ mpydom ecmasams u3 noaodceHus: cuos,
He Mo2na cmambp Ha NAMKU, OMMEeMUAa YMePeHHYI0 ampo-
¢huro bedep, a makice 6016 6 UKPOHONCHBIX MbIUUAX, 8 C8A3U
€ uem cmana Ucnoav3oeames mpocms. Bo apems ocmpoeo pe-
CRUPaAmopHo20 3a601e6anus 8 38 nem ommemuna KpamKoc-
POUHOE 8bIPAdNCEHHOE YCUACHUE MbIULEMHOU crabocmu.

B Hesponoeuueckom cmamyce 6 38 1em 0o Hauana UMMYHO-
cynpeccusHoli mepanuu: mbiueuras cuna (no MRC, 6 bannax (6))
6 ceubamensix 6edep — 0o 4/4 6, 6 npuodsuux moiutyax 6edep —
3/3 6, 6 omeoosuux moiuiyax bedep — 2/2 6, 6 ceudbamensix Ko-
JeHHo20 cycmasa — 4/4 6, é pazeubamensx — 3/3 6, 6 ceubame-
asx cmon — 3/3 6, 6 pazeubamensx cmon — 4/3 6. Kucmesas
OJunamomempus — 20/ 21 kec. Koaernwie cyxoxcunsHole peghaex-
cbl 0caabneHbl. Ymeperras ampoghusi MeOUanbHbIX 201080K UKPO-
HOJICHbIX U NapagepmeOpanbHbIX MblUY,.

Yemanoenen duaenos 6eposimuoeo noAUMUO3UmMa ¢ noo-
O0CMPbIM HAYANOM U 8blCOKOU akmusrocmbio. Ha gone me-
panuu T'KC 6016 6 mbluiyax Kynuposana, npu 3mom moluie4-
Haa caabocmov cybseKmMUBHO 0cmManacy, 6e3 uU3MeHeHUl.
Yeunenue mepanuu nymem xkombéunauuu 'KC ¢ memompex-
camom u GHYMPUBEHHBIMU UMMYHOA00YAUHAMU MAKICce
He npueeno K ygeauueHuro mvlieutoi cunsl. Ilocae 6gedenus
2-i1 dozvt pumykcumaba (500 me) nayuenmxa cyOseKmueHo
OMMemuAa yseauvenue moiepaHmHocmu K u3uuecKum Ha-
epy3Kam @ meuenue 5—06 mec.
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IIpu nesponocuueckom ocmompe 6 gozpacme 40 aem
(pocm 167 cm, macca meaa 57 ke) cunra mvludy 8 8epXHUX
KOHeHHOCmAX CHUMceHa 0o 4 6 npu omeedenuu naev, D =S,
6 NPOKCUMANbHBIX 0MOeAax HUNCHUX KoHeuHocmel — 4 6.
Kucmesas ounamomempus cnpasa/creséa — 18 kec, 3a cuem
caabocmu m. flexor digitorum profundus (ceubanue ducmans-
Hbix panane I—1V nanvyes — 2—3 6). Cuna moliiy, 8 HUMNCHUX
KoHeuHocmsx: pazeubanue cmon — 5/4 6; ceubanue eoneneil —
4/5 6, pazeubanue eonerneil — 4/4 6; napyxcnas pomayus
bedep — 4/4 6; enympennss pomayus 6edep — 5/4 6. Iano-
nayus moiuiy, 6e36o0ne3nenna. CyxomxcunsHole pegaexcsl ¢ pyk
Jcugole, KONeHHble — He3HAYUMeNbHO 0CAa0AeHbl, aXUA1068bl
pehaekcel 0JcusaeHbL U cONPooIcoatomes Kaonoudamu, D =
S. Ouenka no wkane Ckomma — 27 6. Tpemuii pynxyuonans-
Hblll kaace no wikane Bunvoca. Ommeuenst neekue cyxoxucunsb-
Hble ceubamenvHbie KOHMPAKMYPbl NAAbYEE KUcmell U axun-
108bix cyxoxncunuil (96/86°), pekypeayus KoneHHbIX cycmagos
(5/7°) (puc. 16). Ampogus muiuy nieuegoeo nosca, meou-
ANbHBIX MbLULY, npednaeuuil, nepedHux moiuiy bedep. Acumme-
mpus 00semMa Molill, Ho2: OKPYICHOCMb cpedHell mpemu Oe-
dep — 48,5/46,5 cm; okpyacrnocmo eoneneit — 33,5/31,5 cm
(puc. 1). Iloxodka Tpenoenenbypea.

Jlabopamopnvte u uncmpymenmaavhvle uccaedo8anusi.
C 32 1em 8bi61€HO U30AUPOBAHHOE NOBbIULEHUE YPOBHEll AAa-
Hunamunompancgpepasvt (AJIT) do 56 Ed/n u acnapmama-
munompancgpepaswvl (ACT) do 47 Ed/a, pacyenennoe kak He-
dughghepenyuposarnoe 3ab0ne6arnue JHcenuedbl800aUUX nymeil,
68 CB3U C YeM NayUeHmMKa NoAY4ana 2enamonpomeKmueHyo
mepanuio — 6e3 aghghexma.

B 38 nem, uepe3 4 mec nocae podos, na ghone nodocmpo-
20 CHUJICEHUsI MblUUEUHOU CUAbL 8 nepedHell epynne moliuy, Oe-
dep eviseneHo nogviuterue yposnei KOK do 2139 Ed/ma, AJIT
do 103 Ed/a u ACT do 84 Ed/a. 3a eeco nepuod Habaroderus
cpeodnee 3nauenue ypoeus akmusrnocmu KOK cocmaguno
2639 (2428—2842) Ed/xa, yposens ACT — 77 (68—85) Ed/x,
yposenv AJIT — 96 (72—102) Ed/xa (puc. 2).

Maxcumanvhoiii yposeno KOK 3468 Ed/n ommeuen
8 39 aem Ha goHe edxncedHe8HOl mepanuy MemuanpeoHu3010-
Hom (54 me) ¢ nocaedyrouum cHudIceHuem 6 meuenue 6 mec
do 1570 Ed/a. [luxu noswviuwenus yposueii AJIT (211 Ed/ma)
u ACT (116 Eo/mn) coomeemcmayrom nepuody mepanuu
komobunayueti I'KC u nepopansnbim memomperxcamom 15 me
(puc. 2).

Tpu cpasuenuu yposneit KOK, ACT u AJIT 6 nepuod do
U nocne Ha4ana mepanuu pumyKcumadom 8vis8aeHo cmamu-
cmuuecku 3navumoe cHuicerue ypogus AJIT: do 138 (99,5—
172,9) Ed/a; nocae 87,9 (66,2—96,0) Ed/a (kpumepuii Man-
Ha—Yumnu, p = 0,01). Pasmep abcoaomnozo s¢pghexma
cocmasun 63,9 (27—100) Ed/a, moeda kax yposuu KOK
u ACT cmamucmuvecKu 3Ha4UMO He pa3auuanucs (Kpumepuil
Cmobrodenma, p = 0,60; p = 0,26).

Yposenv C-peaxmueroeo 6enxa (1,24 (0,63—1,84) ne/mn),
yposerv gubpunoeena (1,4 (1,0—2,7) e/a), ckopocms oceda-
Hus apumpouumos (8 (6—9) mm/u) coomeemcmeosanu Hop-
MANbHBIM 3HAYEHUAM, M020a Kak 0045 aum@ouumos 0vina
evluie Hopmvl — 37 (30—44) % npu HopmansHom abCoaomHom
uucae aetikoyumos — 5,9 (5,1—6,7) x 10°/a.

Puc. 1. @enomun nayuenmru /1., 40 aem: a — MUHUMANLHO GbIPAIICCHHAS. AMPOGUS Mbluy npednaequii u bedep; 6 — peKypeayus KOACHHbIX CYCmMagos
U 2unepaopoos; 6 — ampodusi MeOUaNbHOU 20A08KU NeBOU UKPOHONCHOU MblUUYbl; 2—0 — KOHMPAKMYPbl AXUAL0BBIX CYXONCUNUIL; e—IHC — KOHMPAKMYPbl

ceubameneil hanvyes

Fig. 1. Phenotype of patient D. at the age of 40: a — mild atrophy of the forearms’ muscles and thighs; 6 — recurvation of the knee joints and hyperlordosis;
6 — atrophy of the medial head of the left gastrocnemius muscle; e—d — Achilles tendons contractures; e—xc — finger flexors contractures
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Puc. 2. HUzmenenue yposneii akmugnocmu KOK, JUIT, ACT u AJIT ua one npogodumoii ummyHocynpeccusHoti mepanuu y nayuenmiu /1., 40 1em, 6 meuenue
2,5 e00a. IIT — nyavc-mepanus memunpedom 1,0 Ne3; BBUT — gvicokodo3nas enympugennas ummyHoaro0yaunomepanus 20 e; KpacHvie Cmpeaxu — gHy-
mpusennoe egedenue pumyicumada 500 me; MIT — memuanpeonu3zonon, 0o3a (Me) u O1UMeAbHOCMb, NPEOCMAasAeHHAs 20pU30HmManvHoul aunueil; MT —
memompekcam; KOK — kpeamungocporxunaza; ACT — acnapmamamunompancgepaza; AJIT — ananunamunompancgpepasa; JII — aakmamaoeeudpoee-
Hasza. annvie no ocu abeyuce npedcmaenetvi 8 decsasmuyrnom roeapugme (Logl0)

Fig. 2. Activity changes of the CPK, LDH, AST and ALT against the background of ongoing immunosuppressive therapy in patient D. 40 years old within
2.5 years. PT — metipred pulse therapy 1.0 No. 3; HDIVIg — high-dose intravenous immunoglobulin therapy 20 g; red arrows — intravenous solution
of rituximab 500 mg; M P — methylprednisolone, dose (mg) and duration represented by a horizontal line; MT — methotrexate; CK — creatine phosphokinase;
AST — aspartate aminotransferase; ALT — alanine aminotransferase; LDH — lactate dehydrogenase. Data on the abscissa are presented in the decimal

logarithm (Log10)

Muozum-cneyuguueckux u MUo3umM-accoyuUpOBaHHbIX
aHmumen He Gbls16AeHO.

InexkmpoHeipomuozpapus: Hem NPU3HAKO8 NOPANCEHUS]
MOMOPHBIX U CEHCOPHbIX Hep8os. Heonvuamas anekmpomuo-
epagusi: nepeUHHO-MblUIeHHbLI YPOBEHb NOPANCEHUS.

Anekmpokapduoepaghus, sxoKapouoepaghpus: Hopma.

Ilpu evinoanenuu KomnoromepHo momoepagpuu epyoHoi
KAemKU 8bl61eHO Y3eaK060e H08oobpazosanue S I-ceemenma
cnpasa.

Peszyavmamor MPT moiuy 6edep u eoneneii 6 38 sem
00 Hauana UMMYHOCYNPeccUgHol mepanuu u 4epe3 2 2o0a
(6 40 sem) npedcmasenennt Ha puc. 2 u 6 mabauye. B 38 rem
Ha STIR-u3zo06paxcenusix ommeverno MuHUMANbHOE Oughghy3Hoe
nogvluleHue UHMEHCUBHOCMU CUCHAAA Om 6cex Mbluly bedpa
3a UCKAIO4eHUeM m. sartorius, m. gracilis, m. semitendinosus
(puc. 3). [loemopnblil anasu3s evlpaiceHHOCMU HCUPOBOU UH-
Guasmpayuu Ha pone nposoOUMOL UMMYHOCYNPECCUBHOLL
mepanuu 8viA6UA MUHUMAAbHbIE NPUSHAKU NPOPeCCUPOBAHUS
HCUPOBOIL UHpUALMPaYUU (cM. MadAULy).

B 6o3pacme 40 rem npu ouerke mbluily uieu jHcUpooil UH-
gurbmpayuu He 8via61eH0, Moe0a KAK 6 napasepmedpatbHbix
MblLax epyoHoeo0 omoena NO360HOHHUKA BblsGNEHbL NPUSHAKU
Ha4anbHOo20 JHcupoeoeo 3ameuwenust 1/ 1 cmaduu, Ha NOSCHUMHOM
ypoene — 2b/1 cmaduu. Ilpuznaxu xncuposoii ungpursmpayuu
1/1 cmaduu evisiaenst 6 m. rectus abdominis. Cpedu mbiuiy, nie-
4e6020 NOSCA GblAGACHbL NPUSHAKU JICUPOBOLL UHDUALMPALUU

1/1 cmaouu m. deltoudes, m. subscapularis u m. infrascapularis.
Kpome moeo, ommeuenvt npusHAKU HCUPOBOLL UHGUABIMPAUUU
2a/2a cmaduu é m. biceps brachii u m. brachioradialis. Ha STIR-
U300padiceHusIX ymeperHoe oughghysHoe noebvlleHue UHMeHCUBHO-
CIMU CUSHAAA PACHPOCMPAHACMCS HA 6Ce MbIUULbL, UMErUUe
NPUBHAKU JCUpo8oil uHgurbmpauuu (puc. 4).

Ilenemuueckoe uccaedosanue. Ilymem cexeenuposanus
obpasya JTHK npobanda evisienena paree He onucanuas namo-
2EHHAS MYMAUUsi 8 2emepo3U0MHOM COCIOSIHUU 8 39-M dK30He
eena DYSF (p.Gin1428Ter), npusodsuas Kk noseaeHurd cmon-
KOOOHA U NPexcOespeMeHHOU MepMUHAYUY MpanHciayuu beaxa.

Memodom MLPA y ob6caedyemoil 3apecucmpuposano
no 3 konuu 18, 19, 20, 22, 24-20 sx30n06 eena DYSF, umo
ceudemenvcmeyem o 2emepo3ueOmHoM HOCUMEAbCMee OYHAU-
Kayuu, 3ampacugarouyeli OaHHble IK30HbL.

Buisienennbie Mmymayuu noomeepicoenst ceK6eHUposaHu -
em no Caneepy.

‘Mopghoaoeuueckoe uccredosanue. [lpu npusicuzneHHom na-
MOA0LOAHAMOMUMECKOM UCCACO08AHUU OGUONMAMA M. VaStUus
lateralis onpedensitomes nPUsHAKU MUORAMUHECKUX HAPYUWEHUL:
6 CPe3ax, OKPAUIEHHBIX 2eMAMOKCUAUHOM U F03UHOM, OemeKmu-
DYIOMCA MbllleHHble 6010KHA OKPY2n0i hopmbl U PazHo0 pazme-
Da; CMPOMAAbHYIT KOMIOHEHIM MbIUUEHHOL MKAHU C BbIPANCCHHbIM
AUNOMAMO30M U (hubpo3om (puc. 5a); yacmv MblleHHbIX 010KOH
C YEHMPANbHBIM PACNOAONCEHUeM [0ep (puc. Se), npusHaKamu
HeKkposa (cm. puc. 5e).
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HepBHo-Mblweynbie BONTE3HU
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40 net/
40 years old

Puc. 3. Maenumno-pezonancuas momoepagus mviuiy, mazoe020 nosca
U HUMICHUX KOHeyHocmell nayuenmku /Jl.: a—e — Ha ¢poHe mepanuu memun-
npeonuzononom 54 me 6 meuenue 2 mec (38 rem); e—e — uepes 2 eoda om na-
uana mepanuu Ha goxe npuema memuanpeoHu30101a 8 me u pumykcumada
2,0 (40 nem); a, ¢ — moiuybt masa, 6, 0 — bedep, 6, e — eonenell (creea
npomokon T1-836emennvix uzobpaxncenuii, cnpasa — STIR)

Fig. 3. Limb girdle and lower extremities muscles’ magnetic resonance imaging
of patient D.: a—e — during 2 months methylprednisolone therapy 54 mg
(38 years); e—e — 2 years after therapy started against the background of § mg
methylprednisolone and 2.0 rituximab (40 years); a, ¢ — limb muscles, 6, 0 —
thighs, 6, e — low legs (T 1-weighted images protocol on the left, STIR protocol
on the right)

Takouce 6 uccaedyemom buonmame nPUCYmMCcmMEyom Heli-
DPOReHHble UBMEHEeHUsI MUHUMANbHOL 8bIPANICEHHOCMU — AMPO-
@uposarble MbluieHHble B0N0KHA CO «CAUNUUMUCS SOPAMU»
(nuclear clumps) (puc. 56).

IIpu okpacke mpuxpomom no Maanopu (puc. Se), a maxnce
npu okpacke eemamokcuaurom (puc. 50), azypom 11 u s03unom
no A.A. Maxcumosy (puc. 5xc) onpedensemcs 8bipajiceHHas
bazoguaus 60AbUUHCMBA MbIUEMHBIX B0N0KOH, C8UIemenb-
CMEyuas 0 8blCOKOIU UHMEHCUBHOCMU UX peceHepauuul.
IIpu ucnonvzoeanuu okpacku mpuxpomom no lomopu, npu co-
nocmaeneHuu ¢ Opyeumu, MoluleyHbvle 80A0KHA C 8blPANCEHHOL
obazoghuaueii o6nadanu oupghysnoim pacnpedeneruem Mumo-
xoHopuii (puc. 58). Taxoice 6b152645.1UCh eOUHUYHDIE MblUUEUHbLE
B040KHA C CYOCAPKONEMMHBIM HAKONACHUEM MUMOXOHOPULL
U HOPMAAbHBIM pacnpedeseHUeM MUMOXOHOPULL 8 UeHmpe Mbl-
UeYHbIX 80A0KOH (puc. 56).

H3zmenenue svipasicennocmu jcupoeoti UnGuAbmMpayuu Moluly, Ha gone
npoeodumoii mepanuu y nayuenmxu /. 6 gospacme 38 u 40 sem. Okpyxnc-
Hocmb 6edep u eoneHell.

Change in the severity of fat infiltration of muscles against the background
of ongoing therapy in patient D. aged 38 and 40 years. Thighs and lower
legs circumferences

38 ner

IToka3zarenb 40 ner

Cranus xkupoBoii uHmwIETpanym Menmmb 1o E. Mercuri

m. tensor fasciae late 2b/4 3/4

m. obturatorius externus 0/0 1/1

m. rectus femoris 2a/1 2b/2a

m. vastus lateralis 2b/2b 3/3

m. vastus intermedius 2b/2b 3/3

m. vastus medialis 2b/2b 3/3

m. adductor magnus 1/1 2b/2a

m. semimembranosus 26/1 3/2a

m. tibialis anterior 0/2b 0/26

c. mediale m. gastrocnemii 4/4 4/4

c. laterale m. gastrocnemii 2a/1 2a/2a
OKpYKHOCTh KOHEYHOCTH

OKpYyXHOCTb OeZiep B BEepXHeit

TPETH, CM 40/39 48,5/46,5

Thigh circumference in upper third, cm

OKpPYXHOCTh TOJICHE B CpeTHEM

{Ic)fag;l,le(ighiircumference in middle 29/29 33,5/32,5

third, cm

Tlpu ummyHoucmoxumuueckoil peaKyuu ¢ GHmumesamu
K 6eakam CD3, CD4, CDS, CD20, CD6S8, CD138, HLA-DR
8 3Hdomu3uU (puc. 6a), 6 30He aunomamosa u gubposa (puc. 66)
8bls6AeHbl OUHUUHbIe 04a2U cAa00i nepudacKyIapHoOll UH-
durompayuu CD3+-T-aumpoyumamu, npedcmaegienHvimu
npeumyuecmeenno CD4+-T-arumgpoyumamu (puc. 68). B 30-
He aunomamosa onpedeasnucy eduruunvie CDE+-T-rumgpo-
yumol (puc. 60). Makpoghaeu (CD68+) demexmuposanuce
8 30He AUNOMamo3a coOeOUHUMeNbHOU MKAHU, 8 SHO0- U ne-
pumusuu (puc. 6e). Kpome moeo, onpedensinuco eOuHu4Hole
cayuau maccupogartoii uneasuu CD6S+-makpogacos 6 moi-
weunsle 60A0KHa (puc. 6xc, 3). B-arumgoyumor (CD20+)
u naazmamuteckue kaemxu (CD138+) 6 uccaedyemom ma-
mepuane He oOHapyxcenvl (puc. 6u, k). beroxk HLA-DR
BbIABASNCA 8 PEAKMUBHO USMEHEHHbIX dHOOMEAUANbHbIX
Kaemkax (puc. 6M) u 8 makpogaeax, KaKk UHBA3UPOBAHHBIX
8 Mblule"Hble B0A0KHA, MAK U PACHONOICEHHBIX 8 UHMepCmU-
yuu (puc. 6a).
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Puc. 4. Maenummno-pesoHancras momoepagpus aKkcuarbHoi MycKyiamypol
u naeuegoeo nosica y nayuenmeu /1. 6 40 rem na ghoone mepanuu memuanpeo-
Hu3010HOM 8 me u pumykcumaoom 2,0: a — mobliuybl uieu, 6 — Molullybl nae-
uegoeo nosica Ha yposte Th3—4, 6 — moluybt mynosuuia va yposve Th10—11,
2 — mbiuybl myaoguuja Ha yposre L2 (cneea npomokon T1-e36euienHbix
usobpaxcenuit, cnpasa — STIR)

Fig. 4. Axial and shoulder girdle muscles’ magnetic resonance imaging in
patient D. at the age of 40 during therapy with 8§ mg of methylprednisolone and
2.0 rituximab: a — neck muscles, 6 — shoulder girdle at the Th3—4 level,
6 — trunk muscles at the Th10—11 level, e — trunk muscles at the L2 level
(T1-weighted images protocol on the left, STIR protocol on the right)

TIpu ummyHoeucmoxumuueckoli peaKyuu ¢ aHmumenamu
K ducghepauny evisieneHo omcymemeue uccaedyemoezo 6eika
6 MblUEYHOI MKAHU NAUUEHMKU NPU CPAGHEHUU C NOAOICU -
menbHbIM Kormpoaem (puc. 7).

OHO 13 YaCThIX MPUYMH JIOXHOM! IMArHOCTUKY TIOJI1 -
MMO3UTA y TIALMEHTOB C TUChEPIMHOIIATHEH SIBIISIETCS OTHO-
CUTEJIbHO MO3AHUI BO3pacT MaHU(eCTaUuU CHMIITO-
MOB — 2—3-g gekana xku3Hu. [10JIMMUO3UT OOBIYHO Ma-
HUbecTUpyeT y namyeHToB ctapiie 18—20 met [12, 28],
a B cpeaHeM B 56 (36—76) net [28, 29], Torma Kak cpeaHMii
Bo3pacT MaHubecTau AMCHEPINHONATUN TTPUXOAUTCS
Ha 17,9—22,7 roma [14, 30, 31]. OnHako BapnabeIbHOCTD
Jne0roTa qucdepaMHonaTU JOCTATOYHO IIMPOKA — OT PO-
xneHus no 73 net [32, 33]. B ipeactaBieHHOM HaMU CITy-
yae Ae0IoT rpou3ollea B 37 JIeT, YTO COOTBETCTBYET BO3-
pactHoMy auara3ony (31 (26,0—36,6) ron [5-9, 13, 34—38])
paHee OMMCAHHbBIX CIy4aeB JIOKHO IMarHOCTUPOBAHHOIO
MMOJIMMUO3UTA ¢ MAKCUMAJILHO MMO3IHMM CIydyaeM MaHU-
decraumu B 58 et [39]. CnenyeT OTMETHUTB, YTO IEOIOTY
IuCcOePIMHONATUN TIPEAIIECTBOBAN S5-JIETHUI MMePUOL
depmeHTEMUM C 32 JIET, SIBSIOMINIACS CYOKITMHNYECKUM
aTanoM 00JIe3HU, B TeY€HME KOTOPOro MalMeHTKA YCIIeL -
HO 3aHMMAaJlach JIETKOM aTJeTUKO. AKTUBHBIE 3aHSATUS

CIIOPTOM M JTaXXe HaJIM4IUE OIPeIeICHHBIX TOCTYKCHMI
[26, 40—42] Ha cyOKJIMHAYECKOM CTagun 1ucdeparHona-
THH YaCTO SIBJISIIOTCS] apTYMEHTOM B MOJIB3Y ITPUOOPETECH-
HOTO BOCITAJINTEJIBHOTO 3a00jieBaHMs MBI, [1pu muc-
epaHOIIATN CYOKIIMHUYECKHUI CTAaTYC CYIIECTBEHHO
BapbsupyeT oT 10 [43] mo 50 net [14] 1 B cpemHEM cocTaB-
nser 18,5 (15,5—28,0) rona [14, 35, 43-52].

[MomocTpoe wim ocTpoe HavajIo pa3BUTHS MBITIICTHOM
CI1a00CTH TaK:Ke SIBIISIETCS (PaKTOPOM, CITOCOOCTBYIOIINM
JIOKHOU AUArHOCTHKE TTOJTMMHO3HTA Y TTAIIUEHTOB C AUC-
depmmHomnarueii [6, 34]. OnHako B GOJIBIIMHCTBE CJIyYaeB
JIOXXKHOU TMATHOCTUKY BCE K€ HaOII0HaICs XpOHUISCKIIA
XapakTep TeueHus mnucdepanHonatuu [7, 9, 27, 35-37,
53]. Cnopagnyeckoe TIPOMCXOKICHIE U OTCYTCTBUE CBE-
IeHUI 0 KPOBHOPOACTBEHHOM OpaKe pOANTENIeii OTMCHI-
BaeMOTO TAIIMEHTA TaKXKe TOCITYKIIIN TPUINHAMHA OLIH-
0OYHOI NTMArHOCTUKM TTOJIMMHO3UTA, KaK U B IPYTHX
caydasix nucdepauHomnariu [3, 5—7, 9, 34—36, 54].

PazButrie cuMMeTpUYHOM ITPOKCUMAIBHOM MBIILIEYHOM
C1a00CTH IIPEUMYIIIECTBEHHO B HOTaX y MAIlMeHTOB C M0~
SICHO-KOHEYHOCTHBIM (heHOTHIIOM IHMCGhepINHOIIaTUN
pacIieHMBAeTCs KaK KIIIOYEBO ITPU3HAK MOJIMMHO3HUTA [55,
56], 94TO YacTO MPUBOIUT K OIIMOOYHON JUarHOCTHKE |3,
6-9, 34, 39]. B psine cayyaeB aeGI0T qucdepanHOMaTUN
T10 TUITY MUOIIN TaKxKe COTIPOBOKIAJICS JIOKHOM TUarHO-
CTUKOI TToTMMMo3nTa [5, 27, 35—38], HecMOTps Ha TO, UTO
MMOpaKeHNE TUCTAJTbHBIX MBI HUKHUX KOHEYHOCTEH
pa3BUBAETCSI TP ACPMATOMHO3UTE U TTOJIMMUO3UTE Kpaii-
HE PEIKO M TOJBKO Ha MO3IHUX cramusx [56]. B To xe
BpeMsI y TTAIIMEHTOB ¢ MMO3UTOM C BKITIOUCHUSIMU C1a00CTh
pasrubaresieit CTOII SIBISIeTCS] pAHHUM M JOCTaTOYHO pac-
MIPOCTPaHEHHBIM ITpu3HaKoM (10 50 % ciyuaes) [57]. On-
HUM 13 BaXXHBIX Tru(depeHIINaTbHBIX KITMHAISCKUX IIPH-
3HAKOB BOCITAJIUTEJIBHBIX MUOIIATUI SBJISIETCS CIa00CTh
crubaresieii meu, He BCTPeYalomasics y HallueHTOB C IAC-
deprmmHONATUEN BIIOTH JO TTO3MHEN cTamuy 60J1e3HM [58].

B npencraBreHHOM HaMU ciTy9ae KpoMe MPOKCUMAIThb-
HOI MBIIIIEYHOM cJTa00CTH OTMEYaIach 00JTb B MKPOHOXKHBIX
MBIIIIIAX, XapaKTepHas IS OOJIBIITMHCTBA MALIMEHTOB C INC-
depauHoOmarueii [5, 6, 27, 34, 54], HEPEAKO COMPOBOXIA-
IoIIasicsl PeIUINBUPYIOIINM OTeKOM royieHeir [34, 35].
Kpome Toro, monbiTku cHu3nuTh 103y I'KC y nmaumeHToB
¢ mucepImHONaTHE MHOTIA COIIPOBOKIAINICH YCHIICHUEM
I BO300OHOBIIeHeM Muanruu [27]. [1pu nepMaTtoMno3n-
TE 1 MOJIMMHUO3UTE MUAIITHSI BCTpevaeTcst mpuMepHo B 30 %
ciydaes [12, 59]. O6parnMoe HapacTaHME MBIIICYHO cIa-
00CTH 1 MUAJITHIH B TIEPHOJ OCTPHIX MH(EKIIMOHHBIX 3200~
JIeBaHUI OMMHAKOBO YaCTO OTMEUYAETCS Y TTALIMEHTOB C I10-
JIMMUO3UTOM U AucdepanHonaTheit 3a c4eT BTOPUIHOTO
BOCITAJIMTEJIEHOTO MPOoIIecca B CKEJIETHOM MBIIIIEYHON TKa-
Hu [60].

B mupdepenHnmanpHO AnarHoCTUKe aucdepInHoIa-
THM OT BOCITAJIUTEIbHBIX MUOTIATUI CYIIECTBEHHYIO POJIb
UMeeT aTpohHsT MKPOHOXKHBIX MBIIIIIT, UMEIOIIAsICS K MO-
MEHTY MaHN(deCTalI1 MBIIIIEYHOU CIA00CTH Y ITAIlMEHTOB
C IPOKCUMATbHO-IUCTATbHBIM (DEHOTHIIOM M MHOTIATHEH
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Puc. 5. Tucmonozuueckoe uccaredosarue ckeaemuuvix Muliy: a, 6 — yuacmox Guopo3a u AUNOMamo3a Molule4Hol MKAHU ¢ COXPAHUBWUMUCA U AMPoGupo-
BAHHBIMU MbIUEHHBIMU ONOKHAMU CO «CAUNUWUMUCS 0pamu» (cmpeaka) (okpacka eemamokcuautom u 303unom, x 100); 6 — 6azoguavibie 6010KHa, cpedu
KOmopbix onpedeasiiomesi eOUHUUHbIE 80A0KHA ¢ CYOCAPKONEMMHBIMU CKONACHUAMU MUMOXOHOpUil (napaguHossle cpesvl, okpacka mpuxpomom no lomopu
6 coocmeennoli modudpurxayuu, * 1000); 2 — HeKpO3 Mblue1HO0 8010KHA (cMpeaKa) ¢ UuHeasueil KaemKamu Makpogpaearvioeo psoa (0Kkpacka eemamoxcu-
AUHOM U 303uHOM, *400); 0—dc — YUMONIa3Ma 3HaAYUMeNbHOU YACMU Pe2eHePUPYIOUUX MbIULEUHbIX 60A0KOH ¢ NPU3HaKamu 6azoguauu (0 — 20M0o2eHHbLI
€B8emA0-po308biil yeem npu 00HOBPeMeHHOl OKpacKe 2eMAMOKCUAUHOM U 03UHOM, e — (Puoaemosslil ygem (3a cuem @yKcUHa); Jdc — MeMHO-CUHUL Yeem
u3-3a okpacku asypom I1); e — ywacmiu medxcmoluieurnoeo pubposa cuneeo ygema (0 — 0Kpacka eeMamoKCUAUHOM U 303UHOM; € — OKPAcKa mpuxpomom
no Mananopu; sc — oxkpacika eemamorcuaunom, azypom 11 u 203unom no Maxcumogy, x50)

Fig. 5. Histological examination of skeletal muscles: a, 6 — area of fibrosis and lipomatosis of muscle tissue, with preserved and atrophied muscle fibers with
“clumped nuclei” (arrow) (hematoxylin and eosin staining, *100); ¢ — basophilic fibers, among which single fibers with subsarcolemmal accumulations
of mitochondria are determined (paraffin sections, Gomori trichrome staining, * 1000); e — necrosis of the muscle fiber (arrow) with macrophages’ invasion
(hematoxylin and eosin staining, *400); 0—xc — cytoplasm of a significant part of regenerating muscle fibers with signs of basophilia (0 — homogeneous light
pink color with simultaneous staining with hematoxylin and eosin; e — purple color (due to fuchsin); »c — dark blue color due to staining with azure 11); e —
areas of intermuscular fibrosis of blue color (0 — staining with hematoxylin and eosin staining; e — trichrome according to Mallory; sc — hematoxylin, azure 11
and eosin according to Maksimov, x50)

Muomu [7, 36, 37], Toraa Kak Ipy BOCTIAJIUTETbHBIX MUO-
MaTusiX aMUOTPO(UU pa3BUBAIOTCS Ha Oojee MO3MHUX
atanax [58]. CHIKeHMe Win OTCYTCTBUE PehIeKCOB axui-
JIOBBIX CYXOXWJINI TaKKe 4acThIi MPU3HAK AUCHEpPIMHO-
natuu, MaHU(ECTUPYIOIeH KaK MuonaTiss Muoim mwin
MMPOKCUMAJIBHO-IUCTaNbHBIN (heHoTut [7, 37, 38]. B pen-
CTaBJICHHOM HaMU CJIydae axWJIOBBI pedeKChl ObLIN
OXWBJIEHBI ¥ COMTPOBOXKIATUCH KIIOHOUAaMu. Ha MoMeHT
Je010Ta 00Ie3HU KOHTPAKTYPhI Crh0aTesieil maibleB K-
CTEM U aXWJUIOBBIX CyXOXWIMI IIPU OTCYTCTBUU MBILIEYHON
c1a00CTH B MKPOHOXHBIX MBIIIIIAX SBISIOTCSI OTHUM U3
YacThIX M paHHUX MPU3HAKOB ArcdeparHonaruu [61]. [Tpu
9TOM aHAJIOTUYHBIE U3MEHEHUSI OTMCAHBI Y TTAIIUEHTOB

C I0BEHWJIBHBIM IEPMAaTOMUO3UTOM Ha MO3IHUX CTaIUSIX
[12, 62].

ITpu BOoCTTAMUTENBHBIX MUOTIATHSIX O0S3aTENIBHO ClIe-
IyeT OLIEHUBATh HAJIWYME BHEMBIIIECYHBIX MPOSIBICHUM:
cyodebpunnTeTa, aHOPEKCUU, ApTPAIITUN, TIOTEPU MACCHI
TeJia, UHTePCTUIMABHBIX 3a00ieBaHUI JIeTKuX [63].

IlepBoHaYaIbHOE BBISIBJIEHUE OBBIILLIEHHBIX YPDOBHEN
AJIT u ACT Ha cyOKIMHAYECKOM JTarie B HAIlIEM CTydae
MPUBEJIO K JIOKHOM IUarHOCTUKE MATOJOTUU OWJIMAPHOM
CHCTEMBI, YTO OOYCIIOBJIEHO HEAOCTATOUHOW MH(OPMUPO-
BAHHOCTBIO Bpayeil CMEXHBIX CIELUAIBHOCTEN O MOBbI-
LIEHUU YPOBHEW JAaHHBIX MAPKEPOB MPU MATOJIOTUM CKE-
JIETHBIX MBI [35, 64].
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Puc. 6. Aumynozucmoxumuueckasn peaxkyus ¢ anmumenamu K 6eaxam CD3, CD4, CD8, CD20, CD68, CD138, HLA-DR: a — MUHUMAAbHO GbIPANCEHHbIE
nepusackyasapHoie oyaeu unguasmpayuu CD3+-T-aumpoyumamu 6 3HOOMUIUU MbIULEHHOLU MKAHU; 6 — 6 30HAX AUNOMAMO3a U Pupo3a (UMMYHORUCMO-
xumuueckas peakyusi ¢ anmumenamu kK CD3, x400); 6 — muHumanvbHo vipaxcertvle nepugackyripruie ovaeu unguasvmpayuu CD4+-T-arumpoyumamu
8 IHOOMU3UU MbIULEHHOL MKAHU, 2 — 8 30HaX AUNOMAamo3a u Guoposza (ummyHoeucmoxumuveckas peakuyus ¢ aumumenramu k CD4, x400); 0 — edunuuHble
CD8+-T-aumpoyumol 6 30He AUNOMAMO3A MbIUUEHHOU MKAHU (UMMYHOUCMOXUMUYecKas peakyus ¢ anmumenamu k CDS, x400); e — CD68+-makpoga-
eu 6 3H00- u nepumusuu. Uneasus CD68+ makpopazos 6 mvluieurbie ON0KHA: I — NONEPEHHbLIL, 3 — MAH2CHYUANbHBLI CPe3 (UMMYHOSUCTOXUMUMECKAs
peakyus ¢ anmumenamu k CD68, x400); u — omcymemeue CD20+-kaemok, k — omcymemeue CD 138+-kaemok 6 mbiuieuHol mxanu (UMMYHOLUCIOXU-
Mmuueckas peaxyus ¢ anmumenamu Kk CD20u CD138, x400 (u), x200 (k)); 1 — HLA-DR onpedeasemcs 6 maxpogaeax; m — HLA-DR 6 peakmugno usme-
HEeHHbIX IHOOMeAUOYUMax (UmMmyHoucmoxumuyeckas peaxyus c anmumenamu k HLA-DR, x400)

Fig. 6. Immunohistochemical reaction (IHCR) with antibodies to CD3, CD4, CDS8, CD20, CD68, CD138, HLA-DR: a — minimal perivascular foci of CD3+
T-lymphocytes infiltration in the endomysium of muscle tissue; 6 — in areas of lipomatosis and fibrosis (IHCR with anti-CD3 antibodies, x400); 6 — minimal
perivascular foci of CD4+ T-lymphocytes infiltration in the endomysium of muscle tissue; ¢ — in areas of lipomatosis and fibrosis (IHCR with anti-CD4
antibodies, x400); 0 — single CD§+ T-lymphocytes in the area of muscle tissue lipomatosis (IHCR with anti-CD8 antibodies, x400); e — CD68+ macrophages
in endo- and perimysium. Invasion of CD68+ macrophages into muscle fibers: sc — transverse, 3 — tangential section (IHCR with anti-CD68 antibodies,
x400); u — absence of CD20+ cells, k — CD 138+ cells in the muscle tissue (IHCR with antibodies to CD20 and CD138, x400 (u), x200 (x)); 1 — HLA-DR
is determined in macrophages; m — HLA-DR is determined in reactive endotheliocytes (IHCR with antibodies to HLA-DR, x400)

e

Puc. 7. UmmyHoeucmoxumuueckas peakyus ¢ amumenramu K oucghepauny: a — omcymcemeue beaka oucepauna é capKkoniazmamuuecKoll memopane
U YUMONAA3Me MblUEe1HbIX B0N0KOH NAYyUeHma; 6 — cyocapkoreMmHoe OKpauusanue beaka oucgepiuna 8 KOHmpoabHoM 00pasye (UMMYHOSUCIMOXUMUYECKas!
peakyus ¢c anmumenamu K oucghepauny, x200)

Fig. 7. Immunohistochemical reaction with dysferlin antibodies: a — absence of dysferlin in the sarcoplasmic membrane and cytoplasm of the patient’s muscle
fibers; 6 — subsarcolemmal staining of the dysferlin protein in the control sample (immunohistochemical reaction with dysferlin antibodies, x200)

TOM12 VOL.12

81



TOM 12

82

HepBHo-Mblweynbie BONTE3HU

Kaunuueckuii pasbop | Clinical case

3HauuTenpHOE NoBRIIIeHNE YpoBHSI KMK xapakTepHO
Kak IS maluneHToB ¢ aucdepmmHomarueir (10—100 pas)
[61], Tak 1 @15 MaLKMeHTOB ¢ moumMuo3uToM (5—50 pa3s)
[58], uTo 3aTpymHsIET UX TabopaTopHYyIo T hepeHIINPOB-
Ky. [ToBeimenue ypoBHss K®K ot 1570 no 3468 En/a
(7—17-KpaTHOe TIOBHIIIICHNE) B TIPEACTABICHHOM CiIydae
He BBIXOIWJIO 32 IpeIeITbl Uara30Ha, XapaKTePHOTO IS IT0-
JIMMMO3WTA, 1 B TO XK€ BPeMsI COOTBETCTBOBAJIO BapradeIb-
HocTH ypoBHsTI KK B paHee OIMmMCcaHHBIX CITydasix JIOXKHOM
JarHocTky mommmuosuta — 7000 (3256—9600) En/m [5-9,
13, 34-38].

BaxxHo otMeTnTh, 4TO M3MeHeHMe ypoBHel KDK,
naktatneruaporeHassl, ACT, AJIT koppeaupyeT ¢ akTHUB-
HOCTBIO BOCTIAJIUTEIbHBIX MUOITATHI 1 CHIKAETCSI B XOJIE
MMPOBOAMMOM Tepanuu [58], B oTiiMumMe OT MallMEHTOB
¢ muchepanHONaTHEN, Y KOTOPBIX COXPAHSIETCS TTOBBIIIIE-
Hue ypoBHsI KDOK ¢ konebaHueM B orpeaeIeHHOM UHIU-
BUAyaJbHOM Auana3oHe [5—9, 13, 34—38].

JnddepeHnmanbHoe 3HaYeHNE UMEIOT TUMQPOIINTO3,
TPOMOOLIMTO3 U TTOBBIIIIEHE CKOPOCTH OCEIAHUST IPUTPO-
LIMTOB, a TaK:Ke YpoBHEH ¢hrdprHOTreHa 1 C-peakKTUBHOTO
0eiTKa B OOJIBIIMHCTBE CJTy4aeB BOCHIAIMTEIBHBIX MUOITA-
i [58], B oTimune ot nucdepanHonaTu [3].

B ommceiBaeMoM HaMM ciTydae 1 B OOJIBIIIIMTHCTBE TTPEI-
CTaBJICHHBIX ITPUMEPOB JIOKHOM TUAaTHOCTUKHU ITOJTMMMIO-
3uTa npu aucheparHonatu MPT Mblii He mpoBoaMIach
Ha TIepBUYHOM 3Tane obcinenoBanus |7, 36, 39, 54]. lan-
HBII (haKT He TTO3BOJIMII CBOCBPEMEHHO BEISIBUTH IIPU3HA-
KU IJIATEJIBHO CYIIECTBOBABIIIETO MBIIIEYHO-INUCTPODH-
YECKOTO MPOIIecca — YYaCTKOB CYOTOTATBHOIO M TOTATHHOTO
KMPOBOTO 3aMEIICHMST OTIEIbHBIX MBI, [lokazanrem
K nipoBeneHuio MPT B HallleM ciiydyae moCay>XMjio OTCYT-
CTBHUE JOJDKHOTO 3¢pdeKTa OT IMIPOBOANMON UMMYHOCY-
MIPEeCCUBHOM TepaIliy B TEUCHHE TOIa, IIPUMEHEHIE KOTO-
POif HUBEIMPOBAJIO OTCUHBIC M3MEHEHMS MBIIIIII, IMEIOLIEe
BaXHOE TN depeHINATBHO-TNATHOCTUYECKOE 3HAYEHUE
[65, 66].

B mbiiiax Taza u 6eaep HabIIOAAUTMCh MUHUMAJIbHbIE
oreunsle nuddy3Hble M3MeHeHnsT Ha STIR -1300pakeHMsIX,
KOTOPBIE MOTYT HAOTIOMATHCS KaK IIPU AUCHepIMHONATIH,
TaK ¥ npu nonaumuosute [65]. OnHako B caput laterale
m. gastrocnemii COXpaHSIJIUCh BBIpaXKCHHBIE OTCUHBIC W3-
MEHEHMSI, CBUACTEbCTBYIONINE 00 aKTUBHOM MBIIIICUHO-
ITACTpOUIECKOM IIporiecce, HabaogaeMoM Ipu aucdep-
JIMHOIIaTh| [66].

Bergsnennsiii MP-naTTepH XupoBoii MHOUIBETpauu
(m. tensor fasciae late, m. vastus lateralis, intermedius et me-
dialis, caput mediale m. gastrocnemii) MOT OBITb PaCCMOTPEH
Kak IMPOSIBJICHUE TIOJMMHUO3UTA MM MUO3UTA C BKITIOUE-
HUSMU IIpU Bo3pacTe AebioTa crapire 50 jeT u 6obleit
IUTUTENIBHOCTBIO OoJte3Hn [65, 67]. Ciemyer OTMETUTE, YTO
nepenHeIOMUMHAHTHBIM MP-naTTepH XXupoBoii MHPUIIb-
TpalnU SIBJIIETCS JOCTATOYHO PEOKWUM BapMaHTOM JIHC-
depaHONaTny 1 BcTpedaercs B 14—16 % ciydaes [26, 66,
68], 4TO SBIASETCS MPUYMHON 3aAEPXKKM AUATHOCTUKU
IMOSICHO-KOHEYHOCTHOTO (peHOTHTIA TUCHEePINHOTIATHH.

HecMmoTpst Ha ”MMYHOCYTTPECCUBHYIO TEpaIuio, Yepe3
2 roga HaOJIIOACHMS BBISIBJICHBI IIPU3HAKHU IIPOTPECCUPO-
BaHMS XXUPOBOTO 3aMEIIEeHUS MBIIIIII.

Hecnennpuaecke n3amMeHeHUS TTEPBUIHO-MBITITCY -
HOTO THUIIA TIPA MTOJbYATON 3JIEKTPOMUOTpAPUM TaKKe
He TT03BOIISTIOT M depeHIIMPOBaTh BOCIATATEIIEHBIC MHO-
natuu ot gucdepnuHonaruu [12, 36, 38, 61].

B ciygae muddepeHIIMaIbHO TMarHOCTUKK BOCTIA-
JINTEJTBHBIX U HACJICACTBEHHBIX MUOTIATUI Ipe3BBIYAiiHO
BaXXKHO BBITIOJTHATH 3a00p OMoONTaTa M3 y4acTKa OTCYHBIX
W3MeHEHUI MBI Ha ocHoBaHUM gaHHBIX MPT (STIR),
YTO 00CCITeYrBacT MaKCUMAJIbHO TTOTHOLICHHBIM aHAIN3
JMbonmTapHO-MaKpodaraIbHOro nHGWIBTpara oe3 He-
00XOIMMOCTH BBHITIOJTHEHMS TOBTOPHBIX Omoricuii [9, 12,
69]. B HaiiteM 1 GOJIbILIMHCTBE paHee MPeaCTaBIeHHbBIX CITy-
yaes [5, 6, 8, 34, 36, 39] Guonrar Opayu U3 m. vastus latera-
lis 6e3 mpeABapUTENIBHOM OLIEHKHW MBIIII] ¢ ToMo1ibio MPT.
CremyeT OTMETHTD, YTO M3MEHEHMSI B pe3y/IbTaTax OMOTICI
MBI IpY TUChEPIMHONATAN MOTYT OBITh BeChMa BapH-
abeJIbHBI B 3aBUCMMOCTH OT MecTa 3a0opa ouornitaTa [37, 44].
IIpu dbenoTure MuoIm BEIpaXKeHHBIE BOCITAJTUTEILHEBIC
W3MEHEeHUS HaOMONAINCh B KIIMHIYECKY MEHEe TIOpakeH-
HBIX MbIIax [37, 38]. JlaHHbIi (pakT MO3BOJISIET IIPEITIO-
JIOXKWTD, YTO MH(DMIBTPALINS BOCITAIUTETEHBIMA KJICTKAMU
MOXET OBITh OTHOCUTEILHO PaHHEH TMCTOIMATOIOTMIECKOM
0COOEHHOCTBIO Y MAITMEHTOB ¢ AUChEPIMHONATHEH 10 pa3-
BUTHUS OYEBUIHBIX TUCTPODUIECKIX U3MEHEeHMT [37].

Hanuune 3HAYUTENTPHOTO KOJUUYECTBA PETeHEPHPY-
IOIIMX MBIIIEYHBIX BOJIOKOH CO3JAeT BIEYATICHUE O MPU-
00peTeHHOM XapaKTepe MBIIIECYHO-INUCTPOGUISCKOTO
nporecca [5—7, 37], XOTs IpU3HAKK pereHepaIiiy BCTpe-
YyarTcs npu auchepJnHONaTHM Tak ke yacTto [70].

B nccnemyemom OnorTaTe TakoKe BBISIBIISUTACH €IMHIY -
HBbIC MBIIICYHBIC BOJIOKHA C CYyOCapKOJEMMHBIM HAKOTII-
JICHUEM MUTOXOHAPHI, KOTOPHIE PSIAOM MCCIIeIOBaTeei
MHTEPIPETUPYIOTCS KaK MapKephl XpOHNUYECKO AeHepBa-
1y Mbil [71]. ExuanyHbIe yriioBble aTporpoOBaHHBIC
BOJIOKHA Ha (poHE BBIpAXKEHHBIX MUOITATUYECKIX M3MEHE-
HU CBUAETETBCTBYIOT 00 arpeCCUBHOM U XPOHHYECKOM
TeYCHNN MUOINCTPOGHUIECKOTO IIpoIlecca, YTO OOBICHSI -
€T HaCJIOCHNE IIPU3HAKOB HEMPOTeHHOTO TTaTTepHa Mopa-
KeHus [72].

OCHOBHOIT TIPUYNHOMN JIOXKHON TUATHOCTUKH TTOJIH-
MHO3UTA y MAIIMEHTOB ¢ AuchepInHOMaTUEeH SIBISIEeTCS
oOHapyxkeHMe TMMGbOIMUTAPHO-MaKpOodaraIbHOro MHGWIb-
Tpara, Habmogaemoro B 36—70 % ciyuaes [4, 13]. JIum-
(oumrapHO-MakpodaraIbHEIT THOUIBTPAT SIBISCTCS
MPAKTUIECKU 00SI3aTeIbHBIM aTPHOYTOM BOCITATATEIBHBIX
MMOITIATHi, 32 NCKITIOYCHNEM ayTOMMMYHHOTO HEKPOTH-
supylomero Mmuosuta [12, 58]. IIpu cpaBHeHUM C TTOJIU-
MMO3UTOM TIpH TACHEepIMHONIATIN HAOTIOIACTCS MEHBIIIAST
BhIpaXkeHHOCTh MHMMIBTpaTa B tenoM [73]. [Mpu nucdep-
JIMTHOTIATUHY HAOJIOMAeTCS TIPEeUMYIIIECTBEHHO TTIEPHUBACKY-
JSIpHBIA TATT MHbUIIBTpaTa [9, 35, 37, 38], XoTs BcTpeyaroT-
¢ TaKKe TIepUMU3HAIBHBIN 1 SHIOMU3NAIBHBIN TUIIHI |5,
6, 37, 39] win ux kom6uHauus [7, 37]. B Hawem u psiae
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JIpyrux ciy4daes |3, 6, 37, 39] HeBbIpaXXeHHbI MHOWILTPAT
nMeJT TIepUMHU3NAIBHBIA M SHIOMU3HNAIBHBIN XapaKTep
1 IIpeo0IIagaj Hal IIepUBACKYIISIPHBIM, YTO TAKKE XapaK-
TepHO WIS IToamMuo3uTa [11, 58]. Hammane BocnianmTelb-
HBIX THQWIBTPATOB B OMONTATaX MBI IPU AUCHEPIr-
HOITAaTUH CBSI3BIBAIOT C 00Jiee BBICOKON CKOPOCTBIO
MporpeccupoBaHus 6oyie3Hu [14], ogHaKO B IIpeACTaBIeH-
HOM cJIydJae IPOoIIeCC MMeNT MEIJICHHO IIPOTrPeCCUPYIOITIIA
XapaxTep.

OTcyTcTBHE MMMYHOTHCTOXHUMHMYECKOM BeprrKamm
KJIETOYHOTO COCTaBa MH(UIIBTPATa P IIEPBUIHON OIICHKE
MBILLIEYHOTO OMoNTaTa B MPEACTABIEHHOM HaMU U O0Jb-
IIWHCTBE paHee OIMMCAHHBIX cirydaeB [35, 38, 39] He 1o-
3BOJISICT PEIINTh TJIABHYIO 3aa4y — OIPEAEIUTh IIePBUY-
HOCTh BOCITAJIMTEJIBHOTO MPOIecca B CKEJICTHOM MBIIIIIIE
[11]. IIpu moAMMKUO3UTE U MUO3UTE C BKIIIOUECHUSIMU TIep-
BUYHOCTH BOCTIAJICHUSI OIIpelelIsieTcsl IIpeodiamaHneM
CD8+-nmuMdoumnToB B UH(PUIETpATE M NX MHBa3UEH B MH-
TaKTHBIE MBIIIIEYHbIe BoJIoKHA [11, 55, 58]. I[1pu BTOpnu-
HOM BOCHaJMTEJIbHOM MpOLiecCe OCHOBY MH(puMibTpaTa
COCTaBIISIIOT MaKpodaru, BHeIPSIONINECS B HEKPOTU3H-
pOBaHHBIC BOJIOKHA, THOETb KOTOPBIX MOXKET OBITH 00-
YCJIOBJICHA HACJICICTBEHHBIM MBIIIIEYHO-TUCTPODIICCKIM
nporueccom [6, 11].

[1pu moBTOpHOM aHaIM3e OMONTAaTa BEISIBIICHHBIN Ha-
MM TIPENMYIIEeCTBEHHO MaKpodaraabHbIi 1, B MEHBIIICH
crenieHn, mMmdonmrapHeiii (CD4+ u CD8+) nHpumisTpar
COOTBETCTBOBAJI paHee OIMCAHHBIM M3MEHEHVSIM TIPH IHC-
depmuHoniatuu |7, 34, 73]. [Ipu momuMmmo3nte ntuMdonn-
Tl CD4+ m Makpodaru mpuCyTCTBYIOT IMPaKTUIECKU
B paBHBIX poniopuusx [74]. UMeeTcs coobIIeHE O CXO-
HO¥ 3aKoHOMepHOCTH npu aucdepanHonaTun [13]. Cie-
IIyeT OTMETUTh, YTO Cpeau JTUM@OIIUTOB B MHWIBTpaTe
IIpY TUCHEPINHOIIATAN B OOJIBITMHCTBE CIyJaeB MpeodJia-
nmaror CD4+, rorga kak CD8+ u CD20+, CD138+ BcTpe-
YaroTCs PEIKO MM BOOOIIE OTCYTCTBYIOT [3, 8, 13, 54, 74].

st moBBITIIeHUST 3(pHEKTUBHOCTH TMATHOCTUKHY TaK-
Xe 1esecoobpa3Ha omeHka skcrnpeccuu MHC 1 tuma
Ha TIOBEPXHOCTU MBIIIEYHBIX BOJIOKOH, ITOIBEPITIINXCS
WHBA3WM, YTO SIBJISIETCSI OMHUM U3 KJTIOUEBbIX MPU3HAKOB
MOJIMMMO3UTAa M MUO3UTA C BKIodeHusMu [11, 58, 75].
Onnaxko runepakcnpeccuss MHC I tuiia Ha moBepxHOCTH
CapKOJIEMMBI MBIIIEYHBIX BOJIOKOH Y ITAIlMEHTOB C IIHC-
depnuHoNaTreil Takxke Bcrpevaercsa B 71,4 % cirydaes,
a npu nojaumuosute — B 100 % [10, 34, 73, 74]. ITosTomy
orreHka akcnpeccu MHC 1 tuma siBnsieTest TOTOTHUTE Tb-
HBIM MeTOIOM arddepeHIINAaTbHON TUaTHOCTUKH CO CTIe-
urpuuHOCcThIO 95 % [76].

[MpuMeHeHNE TOTTOTHUTETLHBIX MMMYHOTICTOXUMM -
yecknx peakumit ¢ C5b-9 (Mapkep MeMOpaH-aTaKyIOIIETo
KOMITJIEKCa) MMeeT HEOMHO3HAYHOEe 3HaYeHNe B mruddepeH-
IMATBHON TUAaTHOCTUKE MUCHEpIMHONATIH 1 TIOJIMMIO3UTA.
B yacTtHOCTH, BBISIBIICHBI ITOJIOXUTEIBHBIC IMMYHOTHUCTOXH-
Mmdeckue peakmuu ¢ C5b-9 Ha TTOBEpPXHOCTU MHTAKTHBIX
MBIIIEYHBIX BOJIOKOH Y MALIMEHTOB C aucepiarHonaTueii [77].
IlonoOGHbIe M3MeHEeHUsT OOHaApyXeHbl U MNPU IPYTUX

MUOTATHSIX — TIPH JINIIE-JIONTATOYHO-KOHEYHOCTHOM MBIIIICY-
HOM AUCTPOGUN M HEKOTOPHIX ITOSICHO-KOHEYHOCTHBIX
MBIIICYHBIX TUCTPODHSIX, a TAKKE TIPY OTPULIATSTbHBIX M-
MYHOTHUCTOXMMHMYECKMX PEAKIX Y TTAIIMEHTOB C BOCTIAJIM-
TeabHBIMU Muomnatusmu [78]. Omgnako B 2015 . X. Yin
1 COABT. IPOIEMOHCTPUPOBAIM PABHYIO BCTPEYaeMOCTB TT0JI0-
JKUATETbHBIX UMMYHOTHCTOXMMMYECKIX peakiuii ¢ C5b-9 y ma-
LIMEHTOB ¢ MUChEPANHONATHEN 1 TTOTMMUO3UTOM [74].

BrIsiBIeHHBIE peaKTUBHBIC NU3MEHEHMS COCYI0B HOCSIT
HecTleMMPUISCKI BTOPUIHBINA XapaKTep, B OTIIMINE OT
MIEPBUIHOTO MOPaXXKeHUSI COCYIOB ¢ YMEHBIICHUEM MX
IUIOTHOCTU B MBIILIEUHOM TKAHU TIpU AepMaTomuosure [11].

[Mpy IMMYHOTUCTOXUMHUIECKON peakiuu ¢ aHTH-dysf
TTOJTy9eHa OTPUIIaTeIbHAS PEeaKIIsI, CBUICTEIbCTBYIOIIAS
0 TTIOJTHOM OTCYTCTBUH OeJIKa mucepanHa B 00pasiie MbI-
meYHOU TKaHU. OTHAKO B CIIydasiX U3MEHEHMSI UMMYHO-
JIOKaIM3auy qucdepiinaa caeayeT NCKITIOINTh HEeCTIeI -
(maeckmit xapakTep TaHHBIX ITPOSIBIICHNI, HA0IIOIaeMBIX
TIpY KAJTBITAMHOIIATUN, TUCTPOMDUHOIIATAN 1 CApKOTIINKA-
HomaTuu [79]. B Takux ciyJasix ToATBEep>KIAOIIM TECTOM
SIBJISIETCSI BECTEPH-OJIOTTUHT OeiKa mucdepianHa B MbI-
meyHoM onornrare [6, 7, 27, 34] wiam MoHoMTaX niepude-
pu4ecKoit KposH [5, 36].

B mpencraBieHHOM HaMu ciydae (paKT OTCYTCTBHUS
6enka nucdeparnHa B OMOIITaTe MBIIIBI IIPUBET K HE00-
XOIMMOCTH IIeJIeHAITpaBJIeHHOTO ITOMCKA MYTAINiA B TeHE
DYSF ¢ moMONIbIO TTOJTHO3K30MHOTO CEKBEHUPOBAHMS,
HECMOTPS Ha OTPULIATEIbHBIN pe3y/IbTaT IPU UCITOJIh30Ba-
HMH ITaHEeJT HEPBHO-MBIIIIEYHBIX 00JIe3HEH, BKITIOYAIOIICH
82 reHa. BrIsiBIIeHHAS TIpH TTOTHOAK30MHOM CEKBEHHPO-
BaHUM paHee He OIMMCaHHAasi MUCCEHC-MYTallMs B TETEPO-
3UTOTHOM cocTosTHUY B DYSF 110TpeboBaa movcka KpyIr-
HBIX JeJICLINi / IyTMKaInii B 3ToM reHe. [1pu MLPA 6bi1a
BBIsSIBIICHA HyrumKanus 18, 19, 20, 22, 24-ro 3K30HOB.

B cBs131 ¢ T03KHOI TMAarHOCTUKOM ITOJIMMIO3UTA B TIPEI-
CTaBJICHHOM HaMU cJIydae MalreHTKa MojTyJaia KOMOMHM-
POBaHHYIO0 NIMMYHOCYIIPECCHBHYIO TEPAITHIO B TCUCHUE 4 JIET.
ITocne Hauana exxemHeBHOM Tepany ['KC ObIIM OTMEYeHBI
KYITIPOBaHWE MUAJITUH, YMEHBIIICHHE OITYIICHUS TSDKECTH
B MBIIIIIAX IIPY OTCYTCTBMH YBETMUCHMS MBITIICYHOM CHITHI,
YTO pacleHeHO KaK MUHIMAJIbHO BBIpaXKeHHBIN TIePBOHA-
YaJIbHBIN TOJOXUTENbHBIN 3(DdEKT, onmMcaHHbIN paHee
R. Scalco m coaBr. (2017) [27]. OmHaKo B OOJBIITMHCTBE
MIpeICTaBIeHHBIX cllydaeB HasHaueHUe Tepamum [ KC
(ot 0,5—1,0 MT/KT/CyT) COITPOBOXIATIOCH JIMOO OTCYTCTBH-
eM addexra [5, 9, 34, 35, 37, 38], m1bOO MeIEHHBIM TIPO-
rpeccCUpOBaHMEM MBIIIEYHOM citaboctH [3, 7, 8, 54] vam na-
JKe OUEBMIHBIM YXY/IIIeHUeM cTatyca [6]. B mpeactaBieHHOM
HaMmU cirydae B TeueHue 7 Mec Teparnu I’ KC nepBoHavaib-
HOe YJIy4IlIeHHE OCTaBaJIOCh CTAOMIILHBIM [9, 24].

IMTpumenenne komonHamu 'KC u npTocTaTmyeckmux
MIperrapaToB, B YaCTHOCTH METOTPEKCcaTa, He COITPOBOXIA-
JIOCh YBEJTMICHUEM MBIIIICYHOM CHIIBI, YTO OBUIO OTMEYEHO
panee [5, 7—9], Tak Xe KaK IIpHA MCITOIb30BAaHNM a3aTHO-
mpuHa [5, 8, 9, 34, 39, 54|, mukimocniopuHa A [8, 34], mkito-
dbocamuna [6, 9, 34] u MukodeHonata modetiia [5, 8].
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KoMOMHAIINS IIMTOCTATUKOB C ONIePAIISIMHU TIJIa3MO-
00OMeHa WY BHYTPUBEHHBIMA MUMMYHOIJIOOY/IMHAMU [8, 9]
TaKXKe He IPUBOAM/IA K YBEIMUEHUIO CUIIBI MBI [6].

Ha ¢one kombunarmum manbix 103 ['KC (8 mr/cyr) u te-
parmmu putykcnmaooMm (1000 Mr/rom) HabIOmaIoCch CyOheK-
TUBHOE YMEHBIIICHNE MBIIIICYHOI CIA00CTH, OMHAKO OOBEK-
TUBHO BBISIBJICHO JIMIIIh HE3HAUNTEIIbHOE CHIDKEHIE KICTEBOM
JHaMoMeTpuu ¢ 21 1o 18 kre 3a 2 roma Hadbmonenust. B 2010 T
A. Lerario ¥ COaBT. ONYCaIu YBEJWYEHNE CUJIbI B MBILLILIAX
IIEYEBOTO U TA30BOTO ITOSICOB Y TMAITMEHTOB ¢ AUC(epIITHO-
MaTrei, BKiIovyast KMCTeBOI xBaT Ha (poHe puTykcrMaba [80],
YTO He OBIIO MOATBEPKAECHO B IpyTMX padoTax [3, 8].

Kaxk coobmanock panee, HazHaueHne I'KC u iurocra-
THKOB He 1mo3BomiI0 cHu3uTh ypoBH KDK, AJIT, ACT [6],
YTO, BEPOSITHO, CBSI3aHO C IIepPMaHEHTHBIM (DAKTOPOM Hapy-
IIEHUS IEJIOCTHOCTH CapKOJIEMMBI TIPH TUCHEPIMHOIIATAN
[81, 82]. OmHako B psine HAOTIOAEHWI OTMEYEHO KaK ITOBbI-
mreHne ypoBHST KDK [7, 35], Tak 11 ero o4eBUIHOE CHIKEHWE
[34]. Camxenue ypoBHsT KK He Habm0ma10Ch ¥ ITPY KOM-
ouHauy 'KC ¢ nurocTaTMKaMu M BHYTpUBEHHBIMUA UMMY-~
HorooymmHamu [9]. OtcyTcTBre pupocta ypoBHer KDK,
AJIT, ACT Ha ¢oHe Tepanmuu B HallleM ciTydae, BEpOSITHO,
CBSI3aHO CO CTAOMIM3alIell BTOPUYHOTO BOCITAIUTEILHOTO
Tmporiecca B MbIIIeYHOM TKaH!. ClIeayeT OTMETHUTD, UTO B TTe-
pHUoI IIpreMa MEeTOTpeKcaTa ObIJI0 OTMEYEHO CTATUCTHUYECKI
3HAYMMOe MoBkIIeHNE YpoBHSI AJIT ¢ mociemyronmm CHI-
>XEHHUEM ITOCIIe OTMEHBI, YTO, BEPOSTHO, CBSI3aHO C TeIaTo-
ToKCM4YecKUM 3 deKToM TperapaTa [83].
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Dleduumnt nekapbokcunasbl apomatuyeckux L-ammHokucnot (aromatic L-amino acid decarboxylase, AADC) — pepkoe
ayTOCOMHO-pPeLeCcCUBHOE HelipomeTabonuyeckoe 3abonesaHue, 06yCiOBAEHHOE reHepasn30BaHHbIM KOMOUHUPOBAHHbIM
AehULUTOM CepoTOHMHA, fothaMUHA, HOpaapeHannHa U agpeHanuHa. 3aboneBaHne xapaKTepu3yeTcs MblleYHO! runo-
TOHUWeW, 3aePIKKOI MOTOPHOTO PasBUTUS, OKYIOTMPHBIMU KPU3AMK, PACCTPONCTBAMU BEreTaTUBHON HEPBHON CUCTEMBI.
JlaboparopHas guarHoctuka geduumta AADC B Poccumn ocHoBaHa Ha onpegeneHnu KoHueHTpauuu 3-0-metungotdamuta
B CyXWX MATHAX KPOBM MeTOLOM TaHAEMHOI MAcC-CNeKTPOMETpUY, a TaKKe MOMCKE NaToreHHbIX BapuaHToB B reHe DDC
MeTOAOM CeKBeHWpoBaHUs no CaHrepy 60 BbICOKONPOU3BOAUTENBLHOTO CEKBEHUPOBAHMS.

Tepanus geduuyuta AADC BKNlOYaeT KoMOMHALMIO NPenapaTos, yayywawwmx obpasosaHue 4ohamMmHa, TOPMO3ALUX €ro
00paTHbI 3aXBaT U YBENIMYMBAIOLLMX OCTATOUHYIO aKTUBHOCTb hepMeHTa. Npenapatamu 1-i NIUHUM SBAAIOTCA CENEKTUBHbIE
aroHnCTbl AoammHa, MHrN6MTOpPbI MOHOAMMHOKCMAA3b! TUNa B 1 npenapatsl BuTamuHa B

MpencraeneH COOCTBEHHBIN KIMHUYECKUIA OMbIT HAB/IOAEHNS U NIeYeHUs NaLMeHToB ¢ HegoctatouHocTbio AADC. Ha doHe Kombu-
HUPOBAHHOI Tepanuu NUPUAOKCaNnb-5-hocdaTom, NPaMUNEKCONOM U CENEernIMHOM HabMOAANOCh YyYLIEHWe COCTOSHUSA NaLy-
€eHTa. BnepBble ObiNa [OCTUTHYTA BbIPAXKEHHAS NONOKUTENBHAN AMHAMUKA Ha (DOHE Tepanuu NMpPUAOKCab-5-hoctarom.

KnioueBble cnoBa: feduunt fekap6okcunasbl apoMatuyeckux L-aMMHokucnoT, fekapbokcunasa apomaruyeckux L-amu-
HOKMCIIOT, OKYNOTUPHbIE KPU3bl, MbILEYHAS TMNOTOHUS, MblWEYHAs AUCTOHMUSA, 3-0-meTungodamuH, NMpULOKcanb-5-doc-
¢hart, ancrasa
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Aromatic L-amino acid decarboxylase (AADC) deficiency is rare autosomal recessive neurometabolic disorder. It caused
by generalized combined deficiency of serotonin, dopamine, norepinephrine and adrenaline. This disorder is character-
ized by muscular hypotonia, motor development delay, oculogyric crises and impairment of the autonomic nervous
system.

Laboratory diagnostic of AADC deficiency in Russian Federation includes determination of the concentration of 3-0-me-
thyldophamine in dried blood spots by tandem mass spectrometry and molecular analysis of the DDC gene by Sanger
sequencing or next generation sequencing.

Therapy of AADC deficiency includes combination of drugs which increase the formation of dopamine, inhibit its reup-
take and increase the residual activity of the enzyme. The first-line drugs are selective dopamine agonists, monoamine
oxidase inhibitors of type B and vitamin B, supplements.

We present the case of management and treatment of patients with AADC deficiency. The patient’s condition was improved
by using of combination therapy with pyridoxal-5-phosphate, pramipexole and selegiline. Significant positive dynamics
was achieved on pyridoxal-5-phosphate therapy for the first time.
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HenocraTtounocTts nekapboKcmiasbl L-apoMaTiaecKix
amMuHOKMCIOT (aromatic L-amino acid decarboxylase,
AADC) (OMIM: 608643) — peaxkoe HaciaeACTBEHHOE Heli-
poMeTaboImuecKoe 3aboieBaHKe, 00YCIIOBIECHHOE Hapy-
IIeHeM 00MeHa HelpOMeInaTOpOB, C ayTOCOMHO-PeIIeC-
CHBHBIM TUIIOM HaclemoBaHMs. KiimHMYecKass KapTruHa
00ycJI0oBIIeHA TeHEepaIM30BaHHBIM KOMOMHNPOBAHHBIM
IeUIIMTOM CepOTOHMHA, TohaMUHA U IPYTUX KaTeXOJI-
aMHUHOB (aJpeHaJIMHA U HOpaIpeHaTWHA) M XapaKTePU3y-
€TCS MBILIEYHOU TUIMTOTOHUEN, 3aAEPXKKOU MOTOPHOTO
pasButusl, oKymorupHbiMu Kpuzamu (OI'K), paccTpoiicT-
BaMM BereTaTUBHOI HEPBHOM cucTeMsbl [1—4].

3aboneBanue Brepsble ormicaHo K. Xaiinenn u IT. Kneii-
ToH B 1990 I. y 2 MOHO3UTOTHBIX Os3HE1IOB [2]. CeromHst
JIIMaTHOCTHPOBAHO yxke bosee 320 manreHToB ¢ JeUImTOM
AADC [1]. Tounast yacTtoTa 3a00JIeBaHUS 10 CUX TTOp He-
n3BecTHA. [TprMepHas yactota necdpuimta AADC, oneHnBa-
eMasl 110 TaHHBIM HEOHATaIbHOTO CKPMHWHTA, COCTABIISIET
1:42000 [5]. laHHBIE TTO COOTHOIIEHUIO TTOJIOB MPOTUBO-
PEUMBBI, Cpeny 3a00JIEBIINX B OONBIIIMHCTBE CIyJIaeB IIpe-
00JIamatoT MaJTbuuKHy [2—4].

®epment AADC komupyetcst reHoM DDC, pacroiio-
>KEHHBIM Ha KOPOTKOM TIICUE XPOMOCOMBI 7, B XPOMOCOMHOM
obsacti 7p12.2—p12.1 [3, 6]. AADC — 310 NUPUIOKCATb-
docdar3aBUcUMbBI (hepMEHT, OTBEUarOIINii 3a TeKapOo-
kcrwmposaaue L-3,4-murnnpokcndenmiatannfa (L-DOPA)
u S-tuapokcurpurrrodpana (5S-HTP) ripu o6pazoBanmm Heit-
poMenraTopoB Ao(amMrHa U CEPOTOHMHA COOTBETCTBEHHO,
YTO, B CBOIO OUYepe/Ib, OTTOCPEIOBAHHO BIIMSIET Ha 00pa30oBa-
HUe HopanuHedprHa 1 snnHedpuHa [4, 7, 8].

3abosieBaHNe MMeET IIUPOKUN (HEHOTUIIUIECCKUIA
cnexTp [4, 9] 1 BapbUpyeT OT TSKENBIX GOopM ¢ TpyOoid
3aIePXKKOM MOTOPHOTO Pa3BUTHSI, PAaHHEH MBIIIICUHOMN TH-
ITOTOHME, TBUTATEILHBIMU HAPYIIICHUSIMU 1 BET€TATUBHOM
auchynkuuei (mo 70 % ciaydaeB) mo ymepeHHbIX (13 %)
u sterkux ¢opm (5 %) ¢ mperMylieCTBEHHO BEreTATUBHbI-
MU CHUMIITOMaMM, IIPW KOTOPHBIX IMAllMEHTHI CIIOCOOHBI
pa3roBapuBaTh M XOOUTh CAaMOCTOSITEILHO [3, 4, 10].

CHUMIITOMBI BO3HMKAIOT, KaK MPAaBUJIO, B TIEPBHIC MECSIIBI
XU3HU [3], cpemHmii Bo3pacT MaHMbecTarmuy — 2,7 mec [2].
OrmicaHbl HeOHATAIBHBIE TTPOSIBIICHNS, BKITIOYAOIINE MbI-
IIEYHYIO TUTIOTOHMIO, TPYIHOCTH C COCAHMEM, TITO3 BEK, TUIIO-
IIMKEMUIO, HapyllIeHKe MocaepoaoBoii anantauu [11].

JBurateIbHBIC HAPYIIICHUS SIBIISIIOTCS BEAYIITAM KITH-
HUYeckKuM TpusHakoMm gepunuta AADC u BKIIOYAIOT
MBILIEYHYIO TUITIOTOHUIO, Yallle oceByio (95 %), runepTo-
Hyc KoHeuHocTel (44 %), nuctonuio (53 %), nHGbaHTWIb-

HBI TApKUHCOHU3M, TUTIO- Y OpaTUKMHE3NIO, 3a0CPKKY
MOTOPHOTO pa3BUTHUS (HETU MO3Xe HAYMHAIOT IePKaTh
rOJIOBY, CUAETh, I10J13aTh K CTOSTh) [9, 12].

OKynorupHbIe KPU3bl — YCTOMYUBOE TUCTOHNIECKOE
COIIPSDKEHHOE M OOBIYHO BOCXOSIIEe OTKIOHEHHME T1a3,
MpoIoJCKaIoIIeecs OT HECKOJIBKHMX CEKYHI/MUHYT 10 HE-
CKOJIBKHX YaCOB — 2-i1 TT0 YaCTOTE CUMITTOM TIpH IepHUIIm-
Te AADC, KOTOpBI BCTpedaeTcs Y MAaIMeHTOB BCEX BO3-
pactoB B 78—97 % ciay4aes [3, 4]. B ocHoBe OI'K nexut
HapyIIeHre KaK 1o(paMIHEePTHIECKOM, TaK U XOJIMHEPT -
yeckoit cuctembl. Yacto OI'K conmpoBokmaroTcs Takke He-
TIPOM3BOJBHBIMI IBYDKCHUSIMY JINIIA, IIIEH, TYJIOBUIIA VUK
KoHeuHoCTel. [IpnmepHO v 1/4 ManieHTOB CUMITTOMBI
OI'K orpandeHBI 00JIACTHIO TOJIOBHI 1 IIIEH, a Y OCTAJIBHBIX
3aXBaTHIBAIOT TYJIOBHIIE ¥ KoHeuHOCTH. OI'K MOTyT OBITH
nepBbIM cuMnTomMoM 0os1e3HU. Tskenbie OI'K MoryT OBITH
MPUYMHONW PaCIIPOCTPAaHEHHON OTMCTOHWU BCETO Teja
¥ yTpOXaTh XW3HU TanueHTa. Kak mpaBuito, caMble TsI-
xkenpie OI'K BcTpeuatoTcst B paHHEM IETCTBE, C BO3PACTOM
MX TSDKECTh M yacTtoTa cHmkaetcs [3, 13—15]. OT'K — kimio-
4eBOI KIIMHWYeCKUH nmpusHak nedunmra AADC u apyrux
HapyIIeHUI HeiipoMeTnaTopHOro oOMeHa: Je(UIINTa TH-
PO3MHTUAPOKCIIIA3EI, CHHApPOMa IeuiinTa 10haMuHO-
Boro TpaHcnoprepa, BH4-neduumnTHO runepdeHmnmana-
HuHeMuHu [15]. Kpusbl Tak:ke MOTYT OBITh OOYC/IOBJICHBI
MO00OYHBIM 3(P(HEKTOM JIeKapCTBEHHBIX IpeIapaToB (Ha-
npuMep, HEHPOIETITUKOB), ITOpaXXeHNEeM CTBOJIA TOJIOB-
HOTO Mo3ra (IIpH 2HIIeMaTUTe WM pacCesTHHOM CKIIepo3e),
nX HeoOxoauMo nrudhepeHIINPOBaTh OT PaCIIPOCTPaHEH-
HBIX TOHNYECKMX OTKJIOHCHMH IJ1a3 B KOHTEKCTE SITHIICTI-
TUYECKUX IIPUIATKOB, OT OKYJISIPHBIX THKOB U TTAPOKCHU3-
MaJIbHOT'O TOHMYECKOTO 3aKaTbIBaHMs 1J1a3 [16].

Hapymenne HepBHO-TICHXWYECKOTO Pa3BUTHUS 1 T10-
BeleHMsT BeTpeyaeTcsa B 35 % ciydaeB. XapaKTepHBI
ype3MepHas pa3apakUTeTbHOCTh, TUC(OpPHUS, TUIAKCH -
BOCTb, ayTUCTUUYECKNE YCPTHI MOBEACHUS. Y HEKOTOPHIX
MMAllMEHTOB OMMCAH PeTpecc MOTOPHBIX U IICUXUIECKHIX
HaBBIKOB [4].

BeretatruBHble HapyiieHusa npu geduuure AADC
MIpeACTaBICHBI THIIepCaIMBaIICH, THIIEPTUIPO30M, TITO-
30M BEK, TeMIIepaTypHOIl HeCTaOMIBbHOCTHIO, Auapeeit,
3aIropaMu, TacTpo330dareabHBIM pedIFOKCOM, HapyIle-
HUSIMU CHA, PECITUPATOPHOI TUCHYHKIINEH, 3aJT0XEHHO-
CTBIO HOCA, aITHO BO CHE. BOJIbIIe ITOJIOBUHEI ITAIIMEHTOB
MMEIOT TPYIHOCTHU ¢ TIMTaHueM. OIMH 13 YaCThIX CUMIITO-
MOB — HapyIIIeHUSI CHA, KOTOPBIE UMEIOT TEHICHITIO MEHSITh-
¢S B 3aBMCHMOCTH OT BO3pacTa IMallMeHTa: U MJIaacHIICB
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XapakTepHa Ype3MepHasi COHJIMBOCTb, B TO BpeMsI KaK y Jie-
Teii crapitie 2 jieT HabmonaeTcst 6ecconnuua [1, 3,4, 9, 11].

DHAOKPUHHBIE HAPYIICHUS BKIIIOYAIOT TTOBBIIIIEHUE
YPOBHSI MPOJIAKTUHA, TUTIOTIMKEMUIO U NIEDUITUT TOPMOHA
pocta. [ToBbIlIEHNE YPOBHSI MPOJAKTUHA OOYCIOBJIEHO
HapyleHrueM 00pa3oBaHus 1ohaMuHa, TOCKOJIBbKY TIOCIIEN-
HUI SBJISIETCS THTUOUTOPOM €ro cekpeluu. [umornvke-
MU, KaK MPaBUIO, UHTEPMUTTUPYIOIIAST, PA3BUBAETCS
WJTU yCyTyoJisieTcst Ha (poHe MHTePKYPPEHTHON MHMeKIMN
[3, 4] (cM. TabnmILy).

MarnutHo-pe3oHaHcHast Tomorpacdust (MPT) romoBHoro
MO3ra He OOHApYKUBAET CriennuMUecKuX N3MEHEHUH TTpu
nedunmre AADC u He sBsieTcst uHGOPMATUBHOM [4].

3anono3puTh 3a00JIeBaHNE MOXKHO 10 COYETAHUIO IBU-
raTeJbHbIX HapylIeHUH, OCOOEHHO MbIILIEYHOU TMITOTO-
aun, OI'K, 3amep:kKi1 MOTOPHOTO Pa3BUTHS C BETETaTUB-
HOI nucdyHKUMEN 1 UBMEHEHUSIMU COCTOSIHUS MAaLMEHTa

B TEUEHUE CYTOK, OCOOEHHO IMPU HOPMATbHBIX TTOKA3aTENSIX
MPT ronoBHOTrO MO3ra |3, 4].

IMo naHHBIM TUTEPATYPHI, CPETHUIA BO3PACT IIOCTAHOB-
K1 auarHo3a HepoctatouHocT AADC cocraBiseT 3,2 ro-
na [4]. JJaboparopHas auarHocTnKa aeduimra AADC
OCHOBaHa Ha HECKOJIbKUX OMOXUMHWYECKUX U MOJIEKYIISIP-
HO-TEHETUUYECKUX TECTaX: OMPEAETCHUN HEMPOMEIaTopoB
B CIMHHOMOSTOBOM XUIKOCTH, aHATTN3€e CTIeIIM(UIECKOTO
¢epmenTa B masMe, cekBeHupoBaHuu reHa DDC v omipe-
IeJIeHNM KoHIeHTpalmn 3-O-metminodammHa (3-OM])
B CyXMX TISITHAX KPOBW MPU CKPUHWHTE HA HEJOCTATOY-
Hoctb AADC [2, 6, 17].

B nacrosiee BpeMs B Poccuu 1abopaTtopHasi AuarHoc-
tnKa nedunuta AADC, Kak 1 MHOTHX APYTHUX HACIEICT-
BEHHBIX 00JIe3HEIT 0OMeHa, cocTonT 13 2 3Tamnos [18, 19].
Ha 1-m sTane npoBoauTcs onpeaeeHrue KOHIEHTpaluu
3-OM/]I B cyxux msITHaX KpOBH METOIOM TaHIEMHOI

Cpagrumenvhas yacmoma Kaunu4eckux cumnmomos npu deguyume AADC no dannvim aumepamypot, %

Comparative incidence of clinical symptoms in AADC deficiency by publications, %

Parameter - - - -

MpliiieyHasi TMIIOTOHUS
. 95
Muscular hypotonia
MpIieyHast IMCTOHUS
. 53
Muscular dystonia
OKyJIOTUPHBIE KPU3BI 36
Oculogyric crises
Tunokunesus
. 32
Hypokinesia
3amepkKa pa3BUTHUS 63
Developmental delay
TpyaHocTH ¢ MUTaHUEM, TIIOTAHUEM
) . 42
Feeding and swallowing problems
Ju3aptpusi, TPYAHOCTU C PEUbIO 41
Dysarthria, speech difficulties
Becconnuna
. 37
Insomnia
PaznpaxureabHOCT
S 35
Irritability
Tunepruopo3s 65
Hyperhidrosis
3aI0XeHHOCTh HOCA
: 31
Nasal congestion
TunepcanuBanms
o 41
Hypersalivation
TemneparypHasi HECTaOUIBHOCTD
. i 29
Temperature instability
IIT03 Bex
Ptosis 39
CoHMBOCTD _
Drowsiness

78 75 73
54 - _
78 97 67
34 - 42
72 62 72
_ 54 19
= 86 37
— 44 —
— 44 —
- 42 -
_ - 26
_ 50 —
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MacC-CIEeKTPOMETPHUH C BEICOKOA(P(DEKTUBHO XKUIKOCT-
HOI1 XxpomaTorpadueii, Ha 2-M 3Talre — ITOATBEePKIArOIIIasT
MOJICKYJISIPHO-TEHeTHIeCKasl TMarHOCTHKA METOIOM CeK-
BeHHpoBaHUS 110 CaHTEpY.

ITo maHHBIM JIUTEPaTypPhl, OOJBITMHCTBO MAIIEHTOB
¢ neunmrom AADC T0IyJaroT CTaHIAPTHYIO TEPAITHIo
[4]. [TpuBOomMM cxeMy JIedeHUsI, KOTOpask UMEET OTPaHM-
YeHHYI0 3((HEeKTUBHOCTh, HO TeM HE MEHee ITO3BOJISICT
VIIYYIIATh COCTOSTHIE OOIBITMHCTBA OOIBHBIX C HEIOCTA -
ToYyHOCTHI0 AADC. OGBIYHO MalIMEHT HYKIAETCSI B KOM-
OMHALIMK W3 TIPEIapaToB Pa3HBIX TPYIII: YIyJIIaIOIINX
obpa3oBaHUe 1ohaMIUHA, TOPMO3SIINX €TI0 3aXBaT U yBe-
JIMYMBAIOIINX OCTATOYHYIO aKTUBHOCTH (hepMeHTa. O01Ime
IIPUHLIMIIEI JICICHUSI, KOTOPBIX CIICAYeT IMPUACPKIBATHCS,
IMOApa3yMeBalOT ITO3TAITHOE BBEACHME IIpEeIapaToB, MH-
IVUBUIOYATbLHBINA TTOA00P D03l 1 IMOCIEI0BATEIbHOCTD,
T. €. TIOCTCIICHHOE MEUICHHOE YBEIIMICHNUE W CHIDKCHUE
JIO3BI TIpenapaToB [2—4].

Ipemaparamu 1-ii TMHWY SABIISTIOTCS CEJICKTUBHBIC aro-
HUCTH IodaMWHA, WHTHOUTOPH MOHOAMHHOKCHIA3EI
(MAO) tuna B u npenapatbl Butamuna B, [4, 9]. Tupu-
Iokcaiab-5-docdar (pyridoxal 5’-phosphate, PLP) — ak-
TUBHad (hopMa NMUPUIOKCUHA (BUuTaMuHa B(), KoTopas
apiseTcd Kopakropom AADC, uTo ornpeaesseT ero mpu-
MEHEeHUe y JaHHOM TpyTbl maireHToB. CytmiectsyeT 2 dhop-
MBI BuTamuHa B : mupunokcun u PLP. [upunokcuH aB-
JISIeTCSA 4Yallle BCEro HCITOJIb3YeMBIM IIperapaToM s
nevyenus gepunura AADC (80 % maLueHTOB MMoJIydaiu
€ro B pa3HBIX CXeMax Tepaltni) O1aromapst CBoeit HU3KOM
neHe n goctynHocty [3]. IMonoxkurenbHass OTMHAMUKA
IIpY 3TOM 3aperucrpupoBaHa y 38 % nauueHToB [9], Tor-
J1a KaK 0 3HAYUTEJIbHOM YIYUIIICHNN COCTOSTHHS COOOIIa-
eTcsi TONIbKO Yy 7 % GoJibHbIX [3]. 3apyOexHble MyOanKaLuu
comep:xat MHOOPMAIIAIO O eAMHUIHBIX ITaIlUeHTaX, IIPH-
HuMaromx PLP 6e3 oueBraHOro KIIMHWYECKOTo YIydIleHN S
cocrosgHud [4]. B Poccuu PLP He gBngercsa nekapcTBeH-
HBIM CPEICTBOM, UTO CJIEAYeT YYUTHIBATh IIPY Ha3HAYCHUN
JIaHHO! (pOPMBEI.

Ilo maHHBIM MUPOBOIi JMTEPATYphl, Ooee 50 % ma-
reHTOoB ¢ aeuntToM AADC mocTUIIM yIydimeH!s Co-
CTOSTHMSI TIPY UCITOJIb30BAaHUM KOMOWHAILIMM arOHNCTOB
Io(aMUHOBBIX peLieNnTOpoB 1 MHrHoutopos MAO [9].
ATOHHCTHI TO(pPaMUHOBBIX PEIIETITOPOB (POITMHUPOIT, TIpa-
MUITIEKCOJI, OPOMOKPHIITAH 1 AP.) HEITOCPEACTBEHHO aK-
THUBHUPYIOT TTOCTCUHANITUYECKNE PelleNTOPhl JohaMUHa,
YTO B pe3yiIbTaTe MPUBOAUT K CTUMYJISIIUA To(haMIHep-
TUYECKO TIepenadyn B LIEHTPAJIbHOM HEPBHOM CHCTEME
(IHC). Ipemapatsl 3TO TPYMITHI ITO3BOJISIOT YIIYIIIUTD
KOHTPOJTb IIPOM3BOIBHBIX IBIKCHU, YMEHBIITNTH MBIIIICY-
HYIO TUIIOTOHMIO, a TakKe yacToTy 1 TsekecTh OI'K, 00-
JIETYUTH MIPOSIBJICHUST BETETAaTUBHBIX CUMITTOMOB [2].

HNuruoutopsr MAO tuna B (cemernnvH, mapTriimH
1 TIp.) IPEUMYIIIeCTBEHHO CBs3bIBaloT MAOQO Tuta B, okmc-
JITFOIIIYIO KaTeXoJJaMUHBI (odaMIH, HopaapeHaIuH, aape-
HaJIMH), ¥ 00pa3yioT MeTabOIUTHI (aMdeTaMUH, MeTaM-
deTtaMuH), TOmABISIONIE OOpAaTHEIN 3aXBaT HJodaMUHA

B CMHAIIcaX. B pe3ynbrare 3TOro MOBHIIIACTCS KOHIICHT-
pamusg godpammua B LIHC u ycTpaHsieTcst ero neuiInT.
Takum obpa3om, mHruouTopel MAQO mpemoTBpalialoT
pacran nodaMruHa U CEPOTOHMHA, TEM CaMBIM ITOBBIIIIAS
IOCTYITHOCTh MOHOAMUHOB. 10 TaHHBIM JTUTEPaATYypPHI,
y 1/3 manmeHTOB Ha (DOHE Tepanuu HHruouropamu MAO
TOBBIIIATACH AKTUBHOCTB, YITyUIIAIMCh MBIIICUHBIA TOHYC
¥ TIPOU3BOJIbHBIE IBMXKeHM [3, 4]. OnqHako B Poccnm gaH-
HasI TpYIIIa IIpeIapaToB 3apeTUCTPUPOBaHA ISl OTPaHM-
YEeHHOTO Kpyra HO30JIOTHiA, UYTO TpeOyeT MHMDOPMUPOBAHUS
pOOUTENIEN ITallAEHTA.

HonomHUTeTbHBIE CHMITTOMATIIECKIE CPENICTBA, TIPH-
MeHsieMble 11 nedeHus: pedpunurta AADC, BKioyaior
AHTUXOJIMHEePTUICCKUE TIperaparsl, MEJIATOHUH, OeH30-
Ia3eNMHEI, 0JIOKATOPHI 0-aIpeHOPELIeITOPOB, TIperapa-
THI (hOTMEBOM KMCIIOTHI, HA3aJIBHBIE COCYIOCYKMBAIOIINEC
cpencrtna [4].

B 2022 r. European Medicines Agency (EMA) 6bu1
OIOOpeH IIpernapar Uil Tepaluy MAllMeHTOB B BO3pacTe
crapire 18 Mec ¢ TeHeTMYECKHM MOATBEPKICHHBIM JIe-
dummrom AADC — amagoKareH 3KCyImapBOBeK (arcrasa).
DamoKareH 3KCyIapBOBEK MPEICTaBIIICT COO0M peKOM-
OMHAHTHBIN aIeHOaCCOLMMPOBAHHBIN BUPYC TUIIA 2, CO-
nepxammnit KAHK rena DDC yenoBeka. BBeneHue mpermna-
para OCyLLECTBIIAETCS IOCPENCTBOM HEMPOXUPYPTUYECKOM
CTePEeOTaKCUIECKOM OoIlepaliuy, IIPY KOTOPOIt 2J1agoKareH
9KCYIIapBOBEK BBOAMTCS B 00JIaCTh CTPHUATYMa TOJIOBHOTO
Mo3ra. B pesyisraTe repeHoca reHa, KOTUPYIOIIETO BhIpa-
601Ky hepmeHTa AADC, B rOJIOBHOM MO3T€ TTOBBIIIAETCS
o0Opa3oBaHMe 10haMIHA U CEPOTOHMHA, YTO CIIOCOOCTBY-
€T YIAYYIICHUIO IBUTATSIbHBIX M1 KOTHUTUBHBIX HaBBIKOB
y mamueHToB. [IpenmyIiecTBO reHHOM Tepany 3aKJIio4ya-
€TCsl B TOM, UTO IIperapaT HeIOCPeIACTBEHHO BBOIUTCS
B YYaCTOK MO3Ta, B KOTOpPOM AeicTBYeT epmeHT AADC
[20—22]. ¥V Bcex marmmenToB ¢ medpunurom AADC, mory-
YUBIINX TEPAITUIO 31aTOKareHOM 3KCYIIapBOBEKOM, OTME-
YaeTcsl pa3BUTHE HOBBIX (DYHKIMI M HABBIKOB, a TaKXKe
yIIydIIeHne NMEIOINXCS KOTHUTUBHBIX U TBUTATETBHBIX
¢ynakwmii [9, 20].

Kimangeckue mpu3HaKy y TAIIMEHTOB C MOHOAMITHO-
BBIMM HEMpPOMETMATOPHBIMU HApPYIICHUSIMHU CXOITHBI
C CHUMITTOMAaMM, HAOMIOOAIOINMHUCS TIPU APYTUX HEBPO-
JIOTMYECKUX HAPYIISHUSIX, 9TO YaCTO IPUBOIUT K ITO3IHEH
JIMaTHOCTHKe 3aboseBaHus. JAnddepeHIImanbHbIi TUarHo3
ciemyeT MMPOBOIUTD C TTOCIEACTBUSIMUA CTPYKTYPHOTO T10-
pakeHMSI BEIIECTBA TOJIOBHOTO MO3Ta (IETCKUIA Iiepedpatb-
a1t mapaaund (JILIIT), mociencTBrs TMITOKCUN Y MIIIEMUH,
00BEeMHBIE HOBOOOPA30BaHMSI TOJIOBHOTO MO3Ia M TIp.), 3ITH1-
JIENTIECKUMU 3HIIE(DATONAaTHSIMU, IeTeHePaTUBHBIMU 3a00-
JIEBAaHUSIMU C TIAPOKCU3MAJIbHBIMY HapYIIIEHSIMK, HEPBHO-
MBIIIICYHBIMI 3200JI€BaHUSIMI 1 IPYTVIMK HACIICICTBCHHBIMI
00JIe3HSIMM OOMEHA BEILECTB (B TOM UYMCJIE HApYyLLIEHUSIMU
00MeHa BuTaMuHa B 1 ero mpou3BoaHbIX).

B nepByro ouepens mudbdepeHIINATBHBIN IMArHO3 Clie-
JlyeT MPOBOAWTH C APYTMMU HApYILIEHUSIMU OOMeHa Heu-
POMEINATOPOB B TOJIOBHOM MO3Te¢, TAKMMU KaK Ie(UIIAT
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THUPO3UHTUAPOKCHUIA3bl. JudbdepeHIIMpoBaTh TaHHBIC
3a00J1eBaHNSI HA OCHOBAaHMM KJIMHWYECKON KapTUHBI 3a-
TPYIHUTEITHHO W3-3a CXOACTBA OOJIBIIMHCTBA CUMIITOMOB:
3aIep>KKI MOTOPHOTO Pa3BUTHSI, OCEBOI MBIIICYHOMN TH-
rmotoHuH, rurokuHe3nu, OI'K, MbIIIIedHOTO THUTIEPTOHYCa
B KOHEUHOCTSIX, IITO3a BeK, TUIIEPTUAPO3a N CIIFOHOTEUEC-
HUS, PIYKTyalIny KIMHUYECKHX TTPOSIBIICHU Ha IIPOTSI-
XKeHUU cyToK [15]. OTnmunuTeTbHBIMU IPU3HAKAMU SIBJISI-
I0TCS HAJTMIME PA3IMIHBIX TI0 PUCYHKY ITApOKCU3MATbHBIX
COCTOSTHUM W OTCYTCTBHE CTONKOTO TTOJIOKUTEILHOTO OT-
BeTa Ha TepaIlio IIperapaTaMu JICBOIOIILI B HAYaJIe Jiede-
Hus. UckmouenneM spisietcsa JJOPA-HeuyBCTBUTEIbHAS
dopma mipu nedUIIUTE THPOZMHTUIPOKCIIIA3KI, IIPA KOTO-
pOIf OTCYTCTBYET OTBET Ha HEOOJIBIIINE JO3bI IIPEITapaToB
seBomombl. [1paBUIBHBIN AMArHO3 IIOMOTAIOT ITOCTABUTh
MMpoBeAcHUE OMOXUMHNYECKOTr0 CKpUHMHTA Ha 3-OM]]
1 TIOATBEPXKIAIOIIas TeHeTUIeCKasl TMarHOCTHKA.

Henocrarounocts AADC Heobxomumo auddepeHI-
pOBaTh C THIEPKWHETUICCKOM M aTOHMIECKM-ACTATH-
yeckoit popmamu AIIIT. CXogHBIMM CUMITTOMAMMU SIBJISI-
I0TCS 3a7epKKa TEMIIOB MOTOPHOTO M TICMXOPEYEBOTO
pa3BUTHSI, CYIOPOTH, ABUTATCIbHBIC HAPYIICHUS, TIPE-
CTaBJICHHBIE MBIIICYHON TUIIOTOHUEH 1 nucToHueid. OT-
JIMIUTENIBHBIMUA cuMnToMaMu 1ipu aecuinre AADC sB-
nsgrorcss OIK, BereTaTuBHBIE CUMIITOMBI M THITMYHBIC
W3MEHEHMST COCTOSTHUS TalleHTa B TedeHue cyTok. [1o-
MOIIIb B IMarHOCTUKE oKka3biBaeT MPT romoBHOTO MO3ra,
npu kotopoii y nauueHTa ¢ LT BBISIBISIIOTCSI CTPYKTYp-
ueie HapymeHus [THC (rumokcndecKu-uieMnIecKoro
WY TIOCTTEMOPPArnIecKoro xapakrepa) Win BpOXKICHHBIC
ITOPOKU Pa3BUTHSI TOJIOBHOTO MO3Ta.

[To maHHBIM JUTEPaTyphl, Y 27 % NalLKeHTOB ¢ aedu-
mutoM AADC ommb0YHO AMATHOCTUPOBAIN SITUJIETICUIO
[3]. Cymoporu SBISIOTCS PEAKMM CUMIITOMOM TTpU Aedu-
mute AADC u perncrpupytorcs B 8 % caydaes [4]. OT'K
1 TUCTOHMYECKHE aTaKW MOTYT pacIiCcHUBATHCS CIICIIMA-
JIMCTaMU Kak MpUcTynbl cynopor. JuddepeHuupoBaTh
SIWICTITHYECKIUE IPUTIAIKI OT HESMMICITUICCKHAX TTOMO-
raet Buaeo-OD -MOHUTOPHHT C y4eTOM aHaMHe3a 1 KIIH-
HUYECKUX ITPU3HAKOB OOJIE3HM.

CuMnToMaMHu, XapaKTepHBIMHU KaK IJIST HEIOCTaTOU-
Hoct AADC, Tak 1 11 MUTOXOHAPUATBLHBIX 3a00/1eBa-
HUU, SBISIOTCS MBIIICYHAs] TUTIOTOHMS, IITO3 BEK U CYIIO-
poru. JIJIsT MUTOXOHIPUATBHBIX OOJIe3HE# XapaKTEepPHBI
cneunduryeckre naMeHeHus no gaHHeIM MPT ronoBHoro
MO3Ta, HAJTMIWe JJAKTaT-aIia03a Ipy psiae (popm, OTCYTCTBHE
OI'K u bmyKTyalmiu CMMIITOMOB B T€UEHHE CYTOK.

Hedpuut AADC MOXeT UMUTUPOBATh MHOTHE HEPB-
HO-MBIIIIEYHbIC 00JIE3HU, HAIIPUMEDP BPOXKICHHBIC MUA-
CTeHWYECKNEe CUHAPOMBI M MHUoIatnu. KimmHnyeckumu
MMpU3HaKaMHU, XapaKTepHBIMU TSI 000MX COCTOSTHUMA, SIB-
JISTFOTCSI MBIIIIEYHAsI TUTIOTOHUS, TITO3 BEK U YTOMJISIEMOCTb.
[Tpu mpoBenenny muddepeHINATEHOTO TUarHo3a C TPYII-
0¥l HEPBHO-MBIIIEYHBIX 00JIe3HEI B IEPBYIO O4Yepeab
cleayeT obpallaTh BHUMaHNWE Ha HAJIMYME MBIIICYHOMN
C1a00CTH, KOHTPAKTYP CYCTAaBOB, IBIXaTeIbHBIX HapyIIIe-

HUIA, KOTOpBIe HeXapaKTePHEHI IS HApYIIeHU HeiipoMe-
IraToOpHOro oOMeHa. BeigBIeHME criemuUIeCKUX IS
HEPBHO-MBITIIEYHON MATOJIOTUH M3MEHEHUI IIPH CTUMY-
JISIITMOHHON M/ WJTN UTOJTRYATON MUOTpady U IIPOBEICHIE
MOJIEKYJISIPHO-TEHETUUECKON AMAaTHOCTUKM TTO3BOJISIIOT
MMOCTaBUTh TOYHBIN JUATHO3.

IIpuBoauM pe3ynabTaThl COOCTBEHHBIX HAOIIOASHU
2 maumneHToB ¢ geduuntoMm AADC 13 onHOIT ceMbU.

KnuHuyeckunn cnyvai

Ilayuenm A. 6 603pacme 6 mec nocmynun @ omadeneHue
namonoeuu parnneeo demckoeo ospacma PIAY «Hayuonans-
HbLi MeOUYUHCKUU UCCAe008amenbCKUll UeHmp 300p08bs Oe-
meit» Munzdpasa Poccuu c scarobamu na napoxcusmanshoie
COCMOosAHUS 8 8Ude BbIMAUBANUS PYK, 3aNPOKUObIBANUS 20~
J08bL C YACMOMOU HECKOAbKO pa3 8 CymKU, I3nU300bl 3agede-
HUsl 830pa 66epx, 3a0epiucKy MOMOPHO20 U NCUXOPEUe8020
Pa3eumusi, NOGbLIUEHHYH) COHAUBOCMb, HEYCHOUYUBBLIL CIYA,
HOCMOSHHYI0 3AA0MCEHHOCMb HOCA, 2UNEPCANUBALUI0, NIMO3
(puc. 1).

Pebenok om 5-ii bepemennocmu, npomexaguieii Ha ghooHe
mokcukxo3a 6 I mpumecmpe, anemuu I cmenenu. Poowt 5-e,
CpOUHble, OnepamusHbie, nymem NAAH08020 Kecapesa CeHeHuUsl.
Macca meaa npu poxcoenuu 2688 e, oruna meaa 48 cm,
OKPYJICHOCMb 204108bl 32 cM, OKpYyscHocmb epyou 31 cm. Ouen-
Ka no wkane Aneap — 7/8 6annos.

B podocnosHroii: desouxa om 1-ii bepemenrnocmu umena
CXO0UCYI0 KAUHUHECKYI0 CUMNIMOMAMUKY, YMepAd 8 803pacme
6 n1em. B cemve ecmo ewje 2 300posuvix demeil. bpak e kpos-
HOpOOCMEBeHHbL.

Pannee ncuxomomopHoe pazgumue ¢ 8bipajiceHHoll 3adepiic-
Koli: pebeHOK Ha MOMeHm Nepeoli 20CNUMAU3aUUU Camocmo-
SIMENbHO He YOepicugaem 20108y NPU 6ePMUKAAU3AUUL, He ne-
pesopavugaemcs, NOCANCEHHbII KOPnyc He ydepicueaem,
HO npu 3mom eyaum, yavibaemcs, ouggeperyupyem ceoux

Puc. 1. lunomumus, nmo3 éex u eunepcarusayus y nayueHma c oeguyumom
AADC 6 sospacme 10 mec

Fig. 1. Hypomimia, eyelid ptosis and hypersalivation in a patient with AADC
deficiency at the age of 10 months
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HepBHo-mbiweyHbie 5OJIE3HH

u uyxcux. Pooumenu enepgoie obpamuiu 6HUMAaHUe HA FNU30-
Obl 3a6edeHus 20108bl U 21a3 68ePX U @ CHOPOHbL 8 803pacme
2,5 mec. CHauana onumensrHocms npucmynoe cocmaensiaa 1,5—
2,04 ¢ nepuoduurocmoio Kaxcovie 1—2 ous. Ilo mepe npoepec-
CUPOBAHUs 00AE3HU NPOOOAICUMENBHOCIb NPUCHYNO8 YEeaUH -
sanaco 0o 4—5 u ¢ nepuoduurocmoro Kadxcoovte 3 OHsl.

IIpu anexmposnyegpanoepagpuu (931 na momenm debro-
ma npucmyno8 omme4asach SNUAenMUpopmHas akmueHoOCMs
8 /1e6bIX 3a0HEBUCOYHO-3AMbLIOYHBIX OMOeNax ¢ HU3KUM UH-
dexcom npedcmaeaennocmu. Tlo mecmy scumenscmea Hasma-
ueHa eanvnpoesads Kucioma e 0oze 205 me/cym, 6e3 KAuHu-
ueck0eo Apgexma.

Yepes mecay 6 c6a3uU ¢ COXPAHAIOWUMUCS INU300aMU
3aeedenus 630pa U NPUCOCOUHUBUUMUCS NAPOKCUIMANbHBIMU
COCMOSIHUAMU 8 8UOe HANPAINCEHUS U BbIMAUBAHUS DYK NPO-
doncumenvrocmoro 0o 30—60 mun, a maxaice nepuodutec-
Kumu peskumu e3opazusanusmu (no muny pegaexca Mopo)
6 mepanuro dobaenen aegemupavuemam 400 me/cym, makice
oe3 aghgpexma. Ilpu noemopuoii A1 snunsenmoeentoiii eeHes
RapoKCcu3mMo8 Obla NOOBePeHYM COMHEHUIO, NOCKOAbKY 80 8pe-
M1 UCCAe008AHUSL OMMEHAAUCh 3a8edeHuUe 20108bl U 21a3 /e-
60, MOHUYECKOe HaNpsdIceHUe PYK, HO NpU SMOM SnULenmu-
@opMHOI aKkmusHOCMU He 3ape2UCmPUPOBAHO.

B 6o3pacme 5 mec no dannoim D31 6 cocmosnuu 600p-
CMB0BAHUSL INUNENIMUPOPMHASL AKMUBHOCHb HE 3apecucmpu-
POBAHA, B0 CHe — 3ape2UCMPUPOBAHA C HEGbICOKUM UHOCKCOM
npeocmasaeHHOCMU 8 UeHMPAAbHOU A00HOI obaacmu. 3ape-
2UCMPUPOBAHO 5 DNU30008 PUMMUHHO20 NOOEPeUBAHUS N€601L
PYKU ¢ omgedeHUeM 20108bl U 2143 6npaso 6 meuerHue 5—8§ c.
DI-nammepH — 8bICOKOAMNAUMYOHAS 0eAbMA-AKMUBHOCb
OUOKYUNUMANBHO.

Tlockoabky Ha ¢one nposodumoti npomugosnurenmu-
YecKoil mepanuu NOA0JICUMENbHOU OUHAMUKY He NOAYHeHO,
6 603pacme 7 mec no Mecmy JcumenbCcmeda 6aabnpoesas Kuc-
JA0ma bvlaa 3amMeHena Ha oKckapoasenut 6 doze 180 me/cym,
makaice 6e3 NOA0HCUMEAbHOU OUHAMUKU.

C 1-20 mecsauya ycuzHu omme4anacs nepuoouqeckas ouapesl.
Bo 2-m noayeoduu ycuzHu duapesi cMeHUAACH 3aNOPAMU.

o nocmynaenus 6 KAUHUKY peOeHK) Obiau npogedernbl
credyouue eeHemuiecKue aHaiu3bl: Uccaedo8anue Kapuo-
muna, maHdemMHas macc-cneKmpomempusi (AMUHOKUCAOMbL,
AUUAKAPHUMUHBL OP2AHUMECKUX KUCAOM), IH3UMOOUACHOCIU-
Ka 4acmoix AU30COMHBIX O0Ae3Hell HAKONAeHUS, UCKAIO4EeHbl
XPOMOCOMHbLE 001e3HU, aMUHOAUUOONAmuUU, opeaHuyecKue
ayudypuu, deghekmbl MUMOXOHOPUANBHORO [3-OKUCACHUS JCUD-
HbIX KUCAOM, acmble AU30COMHble 601e3HU HAKONACHUS.

Tlpu nocmynaenuu 6 KauHUKy npu ocmompe: usuueckoe
passumue cpeoHee, 2apMOHUYHOE; ACUMMEMPUs Yepena, npa-
KmutecKku NOCMOSHHAS 3AA04CEHHOCMb HOCA, 2UNepcaluea-
Yust, CKAOHHOCMb K 3anopam, 8 0CMaabHoM 6e3 0cobeHHocmell.
B nesponoeuneckom cmamyce: epybas 3adepicka ncuxomo-
MOPHORO paA38UMLUSL, 20108Y 0ePICUM HEYBEPEHHO, He Nepego-
pauueaemcs, He CUOUm, 8bIpaANCeHHAs OUPPY3HAS MblUeYHAS
2UNOMOHUSL C BLICOKUMU CYXONUCUNBHBIMU peghaekcamu be3 pac-
wuperus peghreKcoeeHHbX 301, MbluleuHas OUCMOHUs 00ablue
8 BePXHUX KOHEYHOCMAX ¢ OUCMOHUYECKUMU YCMAH08KAMU

Kucmell pyk, opogayuanvhas OUCMoHUs, NMo3 6eK, boabuie
sovipaxcernblii crega. Ilpu ocmompe nepuoduueckue OIK,
CONPOBONCOAOUUECs: PUMMUMECKUMU NOOePeUBAHUAMU 8EPX-
HUX KOHeuHOoCmell, pacKudbl8aHUueM PYK  CMOPOHbL (N0 muny
pegnexca Mopo), nepuoduueckumu pesKumu OmKuobl8anu-
AMU 20108bl U KOPNYCA HA3A0 NO MUNY <ONUCIMOMOHUYECKOL»
no3ol.

Y pebenxa ommeuancs cHudiceHHbL UHMeEpPeC K OKPYica-
roujemy, 3pumenbHulii KOHMAKM KPAMKOBPEMEHHbLLL, ObICIMPO
ucmowancs. lonrocosas akmusnocms Ha npomsdicenuu OHs
npedcmaeaenHa mMaromMooyaupo8aHHbIMU 80KAAUZAUUIMU.
IIpu smoyuonanvro-peuesom odpawerul Ha AACKO0BbLI 2010C
mamepu MUMUKA OHCUBAAAACH, MAALYUK CMOMpen HA Hee,
APUCAYIMUBAACS, NOCAe OAUMENbHOU peuesoll U CeHCOPHOIL
CMUMYASUUYU 803HUKAAU 2010C08ble peakyuu. Ommeyenbl no-
BbIUIEHHAsL COHAUBOCMb U UCMOWAEMOCIb HA NPOMAICEHUU
Ons Kk eevepy. Boavuiyio wacme cymok maavuuk cnan (cym-
mapHo okonao 20 u 6 cymku ¢ 3 snuzodamu OHe6HO20 CHA).
Mamepu unoeda npuxodusoce 6youms masvyuxa, 4moowt
noKOpMUmMb.

Ha npomssicenuu 0us y pebenia Haba00aA0Ch HECKONb-
KO 6apuanmos napokcusmanvuuix cocmosinuil. Ilepeulii 6a-
puaum — munuunsle OIK (puc. 2) npodoaxcumensHocmoto
om 1—2 do 15—20 mun, unoeda conpogoxcdaroujuecs opoga-
YUansHol OUCmoHUell ¢ OMKPbIGAHUEeM pma U ONUCHOMOHU-
YecKoll no30i ¢ 3anpoKUdbI8aHUEM 20108bl, NOOEPSUBAHUAMU
6 pykax. Ilpu smom pebenok Haxoduacs 6 co3Hanuu, peasu-
p06an Ha NPUKOCHOBeHUe U 00paujeHHYI0 peds, NPO00ANCaN
cocams cocky.

Bmopoii eapuanm npucmynog — coOCmosHUs N0 MUny
JucmoHUu4ecKux amak, @ meueHue Komopuix pebeHoK Haxo-
0uacst 8 GbIHYIHCOCHHOM NOAOICEHUU C NOBOPOMOM 20408l
u Kopnyca 8 00Hy cmopoHy (6e3 ena3008uzamenbHulX Hapy-
weHnuil), npodoaxcumenvrocmoio 15—20 mun u 6onee). Taxue
2nU300bL B03HUKAAU 0 HeCKOAbKUX pa3 6 cymku. [Ipu smom
00 OKOHUAHUSI NPUCIMYNA MAMb He M021d 8epHYmMb pedeHKa

Puc. 2. Oxynaoeupnuiii kpuz y nayuenma c degpuyumom AADC

Fig. 2. Oculogiric crisis in patient with AADC deficiency
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8 UCX00HOe NoAoJceHUe, HO peOeHOK HaX00UACsl 8 CO3HAHUU,
peazuposan Ha 2040¢ U YAbloaics.

Tpemuii 6apuanm npucmynog — napoKcusManbHvle co-
CMOsIHUSL OAUMeAbHOCMbI0 00 4—5 u, Komopble 603HUKAU
Y mMaavuuka 6 gospacme 2,5 mec, ux npoooaxucumesbHoCms
U nepuodU4HOCMb UBMEHSAUCH N0 Mepe NPOo2peccupo8anus
bone3nu. OnucaHHblll apUanm NPUCMYNa 6cee0d 803HUKAN
60 6MOPOIl NOA0BUHE OHs UAU HOUbIO, K020a pedeHOK Obin
yemasuium. Hnoeda npucmynst npo8oyupo8atucy 3pumens-
HbIMU pa3opascumensmu U IMOYUOHANbHBIM NepeHanpsice-
Huem (Hanpumep, 6cmpeteli co 3HAKOMbIMU AH00bMU, 8bIX000M
Ha nPpo2yAKY, KpamKo8peMeHHbIM NPOCMOMPOM Meaegu3opa,).
Dmu MHO204ACO8ble COCMOSHUS HAYUHAAUCH C OOMAKAHUS,
3amedneHuss 08UICEHULl, YMPambl AKMUBHOL OesimeAbHOCI,
Qukcayuu 830pa 8 00Hy cmopoHy be3 nomepu CO3HAHUS, HA-
pacmanus moiutevroll eunomonuu. Ilpu smom peberok Haxo-
Ouacs 6 CO3HAHUU, Peazuposan Ha Mams, Mo2 NPUHUMAMb
nuwy. /Jlanee pebenok 3aceinan u ¢ ympa npocvinaics 8 Hop-
MAAbHOM COCHOSIHUU.

B omoenenuu 6 6ospacme 6 mec npogeder audeo-2391-
MOHUMOPUHE CHA U 600PCMBOBAHUS: YACMOMA OCHOBHOIL AK-
mueHOCMU He 3aMedAeHa OMHOCUMENbHO 803PACIHOL HOPMBL.
DyHKyUoHANbHbIEe NPOObL He 8bI36AAU NAMOA0UHECKUX U3Me-
Heruil Kopkoeot pummuru. Con duggheperyuposan na cmaduu
u ¢azel. usuonocuveckue NAMmepHsvl CHA CHOPMUPOBAHDL.
3a epems uccredoganus INULENMUPOPMHOL AKMUBHOCTU
anusenmuuecKux npucmynog u ux II3I-nammepros He 3a-
peeucmpuposaro. MPT 2010681020 M032a He bisguUAa CMPYK -
mypHoit namonoeuu. Ilo pezyssmamam o6caredosarus peber-
Ky Hauanu omMmeHsms NPOMUBOINUAENMUHECKYI0 Mepanuio
u3 2 npenapamos (cHauasa ommeHeH oKcKkapbasenut), Ha-
yama uH@Y3UOHHAS Mepanus NUPUOOKCUHA 2UOPOXA0PUOOM
6 doze 100 me/cym. Ilpu evinucke pekomeHO008aHbl NOCME-
NeHHAs OMMeHa 2-20 NPOMUBOINUAENMUYECK020 NPenapama
(nesemupayemama) u NOCMOAHHBLI NpUeM NUPUOOKCUHA
6 doze 100 me/cym per os ¢ pazdenenuem Ha 2 npuema. ns
YmouHenus 0uazHo3a pebeHOK HAnpaeaeH Ha NOAHOIK30MHOe
CeK8eHUuposanue.

Cexsenuposanue noaHo20 3K30Ma 6bissuno 6 eene DDC
HyKkaeomuonwiil eapuanm c. 1040G>A (chr7:50476625C>T),
npueodsawuil K amunokucaomuomy eapuanmy p.Arg347Gin
8 20MO3UOMHOM COCMOSHUU, ONUCAHHbLI paHee [2, 3].

[losmopnas eocnumanuzayusi 6 omoeneHue NAmMoaoUU
parnne2o demckoeo sospacma PIAY «Hayuonanvuolit medu-
YUHCKULL uccaedosamenvckuil yueHmp 300poebs demeit> Mum-
30pasa Poccuu 6 éo3pacme 10 mec. IIpu nocmynaenuu omme-
YeHa MUHUMAAbHASL NOA0JCUMENbHASE OUHAMUKA 8 MOMOPHOM
passumuiu: pebeHox 0oabuie yoepicugaem 20108y, nepuooutec-
Ku hepesopauugaemcs Ha ycueom. COXpaHsomcs 8bipaiceHHas
3a0epiicKa NCUXOMOMOPHO20 PA38UMUSL U CUMIIMOMbL CO CHO-
POHbL 8e2EMAMUBHOL HEPBHOLL CUCMeMbL (COHAUBOCMb, 3A10-
JceHHOCmb Hoca, eunepcaiusayust) u nmos eex. llapokcus-
ManbHbie INU300bl COXPAHAIOMCSL C MOLL Jce YACMOMOIl.

Bo epems cochumanuzayuu 8 1a60pamopui MeOUUUHCKOL
2eHOMUKU Obl1a NPoBedeHa 8anudayus 8bis81eHHO0 8APUAH-
ma 6 eene DDC'y pebenka u eco podumeneti Memooom cexee-

Huposanus no Caneepy. BoiseaenHoiil 20M03UeOMHbLI HYyKAE-
omuonutii sapuanm c. 1040G>A (p.Arg347Gin) noomeepicoen
Y npobanoa, a eco podumenu s18ASIOMCS 2eMePO3ULOMHbIMU
Hocumensamu.

Onpeodenenue konyenmpayuu 3-OMJI] 6 cyxux namuax
Kpo8U 8bl58UA0 3HAYUMEAbHOe NpegblileHue KOHUeHMPAyuu
memaboauma — 1181,60 ne/ma (Hopma <305 He/mn).

Taxkum o6pazom, Ha OCHOBAHUU KAUHUYECKOU KAPMUHb,
O0aHHbIX OUOXUMUYECKO20 U MOACKYASPHO-2EHEMUYECK020 UC-
caedogarnus peberky ycmarnoener duaenos depuuyuma AADC.

IIposedena koppexyus meduKameHmo3Hol mepanuu:
nocmeneHHas OMMeHa Aegemupayemama noo KOHmpoaem
DII. B medukamenmosuyro mepanuro exaioversvi PLP 6 doze
100 me/cym 6 2 npuema, uepe3 Heckoavbko OHell dobasaeH
cmumyasmop doghamunepeuneckoi nepedauu 8 IIHC npamu-
nexcon 0,125 me no 1/12 maba/cym (0,005 me/xe/cym) ¢ no-
cmenenHoil mumpauyueli 0o3vl. Bce npenapamer naznavenst
off-label ¢ ungopmuposanuem u ¢ RUCbMEHHO20 CO2AACUS
podumeneii pebenxa. Ha gone 6éedenus ¢ mepanuio PLP
OMMeUeHO BbIPAJICEHHOE YAYHULeHIe COCIOSHUSL peOeHKa Yice
6 nepevie 2 cym: 3HA4UMeAbHO YMEHbUUAUCL NMO3 6€K, CO-
HAUBOCMb, 8A0CHb, HA HECKOAbKO YACO8 COKPAMUACS OHEeG-
Holl con, cHusunacy wacmoma OI'K, peberox cman akmueHee,
IMOYUOHANBHEE, NOABUACS UHMEPEC K OKPYICAIOUEeMY, Y1a-
cmuauch gokaruzayuu. Manrvuuk vinucan uz cmayuoHapa
¢ NOA0IHCUMENbHOU OUHAMUKOU, C PEKOMEHOAUUIMU nOCHe-
NeHHO20 nogvlulenus 003bl npamunekcora u dobagreHuem
6 mepanuio ceae2uAUHa 2UOPoOXA0pUOd.

B kamamHese ommeuanrace noaoxcumenvHas OUHAMUKA
6 8ude npuobpemenUs YCMOU4UB020 KOHMPOAS 20408bl, ne-
Dpesopoma, nOnbIMoK nodsemMa Kopnyca 8 NOA0ICEHUE HA HCU-
6ome, Npu 6epMUKAAU3AYUU U NOJOepicKe NO0 MbIUKAMU —
nOnbIMOK X00b0bl C XOPOUWLUM BbIHOCOM HO2U, Y8EeAUYEHUS
3QUHMEPECOBAHHOCMU OKPYICAIOUWUM MUPOM U USDYWKAMU,
B0KAAU3AUUAMU 8 OMBEM HA peub CO CIOPOHbL 83DOCA020,
@opmuposanuss ycmoiuuueo2o0 3puUmenbHo20 KOHMAKmMA.
Co cn06 podumeneii, MarbuuK cman MeHvlie cnamo U 60abuie
dsuzamucs, paccmampuseaem uepyuku u kapmunxu. Cokpa-
muaace OAUMenbHOCMbs AKUHeMUYeCKUuX npucmynos (Makcu-
manvHo 0o 2—3 ) ¢ yuxauynocmoio 1 paz e 3 ous. Ha gone
NOA0XHCUMENbHOI OUHAMUKY MAKJCe 803POC MblIUEUHBLI MO-
HYyC N0 SKCMPAnupamuoHomy muny, omme4eHsl ycuieHue
U yuaweHue OUCMOHUYECKUX AMAakK 8 8ude MH0204aCO8bIX
BBIHYIHCOCHHBIX NOBOPOMOE 20106bl K NPAGOMY Naexy U Ouc-
MOHUYeCKUX YCMAaHO80K pyK, 6e3 ympamoi co3nanus. Taxice
npu goxaauzayusx (NONbIMKAX KOMMYHUKAUYULU C OKPYICAI0-
WUMIL) CIMAnU 0MMe4amocs U NOCMeNneHHo Hapacmams Ha-
CUNLCMBEHHbIE 0BUMNCEHUS 8 BUDE WILPOK020 OMKPbIBAHUS pMa
u 3anpokudsiéanus 2onr06sl. Co c106 mamepu, 6 gozpacme
1 200a 2 mec pebenok nepenec ocmpyr pecnupamopHyio
8upycHyr uHghexyuio (603moducto, evizeanuyro COVID-19),
CONPOBOICOAIOUYIOCS NOGbIULEHUEM MeMnepamypsl meaa,
¢ nocaedyrouum peepeccom NpuoOdpPemeHHbIX 8 MeNCceoCHU-
manbrbLil Nepuod MOMOPHBIX HABBIKOE, YUaujeHueM OUCmo-
HUYeckux NPUCMYNO8, HAPACMAHUEM 2UNnepcaruéayuil
u nmoasa.
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HepBHo-Mblweunbie O JIE3HH

[Ipu eocnumanusayuu 6 omoenenue namoao2uu paHHe2o
demckoeo eo3pacma DPIAY «Hauuonanvhoiii meduyunckuil
uccaedosamenvckuil yeHmp 300poewvs demet» Mumnzdpaea
Poccuu 6 so3pacme 1 200a 3 mec cocmosnue nayuenma c mu-
HUMAABbHOU NOAONCUMENbHOL OUHAMUKOLU OMHOCUMENbHO
nocaedueii eochumanuzayuu. Pebenok camocmosmenvHo He-
npoooAdICUMENbHO YOepIcUBaem 20408y, Nepeaopavusaemcs,
aKkmugHo e3aumodeiicmgyem c okpyxcarowumu, eyaum. Oo-
pawaem Ha cebs 6nuManue deghopmayus uepena 8 sude cKo-
WEeHHO20 CNpasa 3amulika, mpedyrouezo opmoneoutecKoll
Koppexuyuu.

3HauumensHo COKPAmUAUC, 4acmoma U npoooadcument-
nHocmo OI'K. Coxpansiromes pedkue 3nu300bl 3a6e0eHust 830pa
86epx 6 meueHue Cymokx OAUmMeAbHOCMbI0 HeCKOAbKO CeKYHO,
pedice cmau Habardamscsa nPUCMYnbL 8 8UOe NOGOPOMA 20~
A08bL; SRU300bL C YMPAMOL AKMUBHBIX 0BUNCEHUT ONUMENb-
Hocmbro 0o 1,5— 2,04 npodoaxcaromes ¢ npexcHeli yacmomoti,
npU AKMUBHBIX B0KAAUZAUUAX HAOAIOAIOMCS HACUALCIGEH -
HOe OMKPblIBAHUEe PMA U BbIPAICEHHAs 2UNEPCANUBAUUS.

B mepanurto dobasaen uneudbumop MAO ceneeununa eu-
dpoxaopud 5 me (u3 pacuema 0,1 me/xe/cym) no 1/5 maba
3a 2 npuema 6 cymku (ympom u 6 obed), ¢ noCmeneHHol
mumpauueii dosvl Ha 0, 1 me/xe/cym uepes 2 ned. B meduxa-
MeHmo3HoU mepanuu npodoaxcer npuem PLP u npamunex-
€0/1a 8 COOMBEMCMBYIOUUX PeKoMeHO08anHbix do3ax. C yuemom
peepecca MOMOPHbIX HABbIKOB HA (hOHE nepeHeceHHo20 UHpek-
UYUOHHO020 3a004e8aHUs PeOEHKY PeKOMEeHO08aHO NpogedeHue
UHGhY3UOHHOU mepanuu 6 nepuod 001e3HU, BKA0HAarOUell nUpU-
dokcut u 2aroko3y. Mame pebenka 06y4eHa uzmepeHuro 210Ko0-
3bl 8 KPOBU OOMAUIHUM 2H0KOMEMPOM, PeOeHKY PEeKOMEHO08AHbL
KOHMPONb YPOBHS 2AH0K03bL 8 KPOBU 8 MeyeHlUe CYMOK 80 8DeMs
bone3Hu, nepeaemos u aKmugHoll Quu1ecKoil peabusumayul,
npopUAIaKMUKA OAUMENbHBIX NPOMENCYMKO0B8 MeNCOy npUeMamil
nUWU 8 nepuod UHMEPKYPPEHMHBIX UHPEeKUULL.

B mesceocnumanshblii nepuod Marbuuk neperec KoKAou
C 3AMAICHBIM MeUeHUeM, C NOBIMOPHBIM Pe2peccom MOMOPHBIX
HABbIK0G (paHee daHHble PeKOMeHOAUUU NO 8e0eHUI0 NAUUeH -
ma 6 yca08usx UHMepKyppeHmHbIX 3a001e8aHUll COOAI00eHbl
He ObLal).

Credyrowas eocnumanuzayus 8 omoeneHue namoao2uu
pannezo demckoeo gozpacma DIAY «HayuonanvHolii medu-
UYUHCKUIL Uccae008amensckuil yeHmp 300poevs demeir> Mun-
3dpasa Poccuu 6 eo3pacme 1 200a 8 mec. IIpu nocmynaenuu
6 omoeneHue ommeuaemcs epydas 3a0epiucKa ncuxomomop-
HO020 pA38UMUSL: MAALYUK NA0X0 OepIcum 20108Y, He nepeso-
pauueaemcs, He cUOUM NOCAICEHHbLI, OMMe4aemcs blpa-
JceHHas Ougpysnas MvluieuHass 2UNOMOHUSL, GbLPANCEHDI
COHAUBOCMb, NMO3 8eK. HAUUMEAbHO UBMEHUAUCH XapaKmep
U nepuoOUYHOCMb AKUHEMUYECKUX NPUCMYNO8: UX OAUmeNnb-
HOCMb coKpamuaacs 0o 30 MuH, Ho OHU CIAAU eXCeOHeBHbIMU
unu ¢ yacmomotii uyepe3s deuvb. Obpawano Ha cebss BHUMAHUE
Haau4ue Aaowe20 3amsxicHo20 Kauias, 3Ha4UmensHo Ucmo-
warowe2o nayueHma, ocobeHHo 8 HouHble uacel. lIposeden
KapouopecnupamopHbslii MOHUMOPUHE, NAMOA02UHECKUX OM-
KAoHeHUil He sbisieneno. C yeavto KynupoeaHust Haesa34ugo2o
Kauins neped CHOM HA3HA4YeH nazargepan.

1lo OanHbim aumepamypel, y nayueHmog, umMeruux na-
moeennutil sapuarnm 6 L-JIOPA-ceszviearouem cailme AADC,
Habao0aemcs 3HaHUmMenbHoe YayuuleHue COCIMOsIHUS NPU HA-
3HaueHuu npenapamos negodonvt [4]. Ilosmomy 6 meduka-
MeHmOo3HyI0 mepanuto Obin 006a6aeH KOMAIAEKCHBLI npenapam
s1e6odonst u kapoudonst (Haxom). Co 2-x cymok npuema npe-
napama 6 dose 15 me/cym no aesodone (1/16 maba naxoma)
OMMe*anoch 3Ha4UmMenbHoe NoGblieHUe MblULeYHO20 MOHYCA,
pebeHOK XOpouio y0epicusaem 20108y EPMUKANHO, YMEHbULLUA-
cs1 nMo3, Obem Ho2amu o NOBEPXHOCMU, NbIMAEMCs MAHUNY -
Aupogams pykamu. Buinucan ¢ nososxcumensHoil OuHamuroll,
¢ peKomeHdauusmu no danvHeiiemy yeeauueHuro 003bl HaKOMa
0o 30 me 2 paza é cymiu no nesodone noo KOHMpPOAeM Hegpoao-
2a U aKmueHoll 08U2amenbHoU peabusumayuu.

3a epemsa eceeo nepuoda OUHAMUYECKO20 HAOAHOOEHUS
3a Manb4uKom 0coboe eHUMAaHUue obpawaem Ha cebs 0AHO-
0bpasHoe meuerue 601e3HU 8 3a8UCUMOCTU OM COMAMUYec-
K020 cocmosinus. Ilpu unmepkyppenmuoix 3a004€8anUsX,
HecMOmpsl Ha NPOOOAINCAIOUYIOCS MEOUKAMEHMO3HYI0 mepa-
NUI0 ¢ panee NOA0NCUMENbHOU OUHAMUKOLL, nPOUCXo0um pe-
pecc npuodpemeHHbIX HABbIKOB8 U nocaedyoujee OAUmensHoe
ux goccmatoenerue. Bnepaovle c npuemom npenapamos 1e6o-
donvl y nayueHma noseuAUCs AKmueHble yeaeHanpasieHHble
08udiCeHUs 8 PYKAX U NONbIMKA MAHUNYAUPOBAMb PYKAMU.
Ilpeobaadaswas panee oupghysnas moluleuHas eunoOMoHUs
NOCMeneHHo CImana CMeHsmMbCsl NObIUEHHbIM N0 NAacmuyec-
KOMY MUny Molule4HbIM MOHYCOM U OUCMOHUYEeCKUMU ama-
Kamu. 3anoxceHHocms Hoca mpebyem NOCMOSHHO20 NpUMe-
HeHUsl cOCcyQoCyICUBAOWUX Kaneab U 8 Nocaedyruem
onepamueHoeo neverus (nodcausucmas eazomomust). 3ano-
Dbl OecnoKosm 3HAYUMENbHO pedice, auje 6ce20 — nocae cme-
HblL Ouemsl.

Ilo dannvim meduyuHnckoll doKymenmayuu, cmapuias
cecmpa npobanda nocmynuna 6 omoeneHue NCUXOHe8pPOA0UL
u ncuxocomamuyeckoii namonoeuu PIAY «Hayuonanvuoiii
MeOUUUHCKULL UCCAed08amMenbCKull ueHmp 300poebs demeil»
Munszdpasa Poccuu 6 6o3pacme 1 20da 6 mec (2008 e.) c xca-
sn0bamu Ha cydopoeu 8 sude 3aeederus ena3 Hasepx, UH020a
CONPOBOANCOAIOUUECS IHCEBAMENLHBIMU OBUNCCHUSIMU, MOHU-
YecKUMU N00epeUBaHUAMU, OBUNCEHUIMU NO MUNY 83MAX08
DPYKAMU U HOAMU N0 HECKOAbKO Pa3 8 meueHue OHsl, 3a0epPIUCKY
NCUXOMOMOPHO20 PA36UMUSL, COHAUBOCb, BA0CHLb.

Pannee momoproe pazeumue 6e3 ocobennocmeii. Ilocae
NAAHOB0IL 8aKYUHAYUU 8 803pacme 3 Mec OmMe1ancs pespecc
MOMOPHBIX HABBIKOG, NOSGUALUCH NPUCMYNbL 8 8UI0e 3aNPOKU-
Obl8aHUSL 20108bL, MOHUYECK020 HANPAICEHUs. PYK U 3a8e0eHUs.
ux Hazao c wacmomoii 5—6 pa3 6 dens. B 6o3pacme 4,5 mec
NpUCOEOUHUAUCH NPUCMYNbL 8 8UOE NOAUMOPPHBIX KUBKOE,
UHOAHMUABHBIX CNA3MO8, ONEPKYAAPHBIX A8MOMAMU3MO8,
3aeedenus enas Hagepx ¢ uacmomoii 3—4 paza é OeHb.
Ha 1-m 200y ycusnu umenu mecmo HeoOOHOKPAmMHble 20CHU-
maauzayuy no noooy NamoaocUu HceaydoUHO-KUWEeUH020
mpakma (HeymoYHeHHAs KUuuleuHas uHgexyus, eacmposH-
mepum).

B so3pacme 8 mec 8udeo-22-monumopune 8bi6un Mynb-
mupeeuoHapHsle pazpsobl KOMAAEKCO8 OCIMPAs — MeOAeHHAs

TOM 12

95



TOM 12

96

HepBHo-Mblweynbie BONTE3HU

Kaunuueckuii pasbop | Clinical case

604HA, NUK — MeOAeHHAsl BOAHA, CAONCHBIE NOAUPA3HbIE KOM-
naeKcol, CynpeccugHo-83pbl6HOL nammepH 6 ude KOPOMKUX
2nu30008. Pebenky Obiia HA3HaA4eHA NPOMUBOINUAENMULEC
Kas mepanus: 8aabnpoesas Kucioma (Oenakut cupon) 6 0o-
3e 240 me/cym. B éo3pacme 10 mec 6 neuenue dobasaeH Kao-
Hazenam 0,5 me 2 paza 6 OeHv.

Ilpu nocmynaenuu 6 kaunuxy DPIAY «HauyuonanvHulil
MeOUUUHCKULL UCCAed08amMenbCKull ueHmp 300poebs demei»
Mun3zdpasa Poccuu 6 6o3pacme 1 eoda 6 mec y nauuenmku
ommeuaemcs epydas 3a0epicKa HCUXOMOMOPHOR0 PA38UMUS
(20108y He depiicum, He cUOUM, USPYIKAMU He UHmepecyem-
cs), CNOHMAaHHAA 08UAMENbHASL AKMUBHOCMb CHUJICEHA,
desouka esnas, conaueas. B nesponoeuueckom cmamyce:
Oupghy3nas mvlueuHas 2UNOMOHUSL, CYXONCUAbHDBIE PeieKChl
¢ PYK U Hoe 8blcOKUe, 08YCMOPOHHULL NMO3 €K, MHOMCECH -
BeHHble MUOKAOHUU, 2UNepKUHe3bl N0 MUY 83MAX08 PYK U HO2,
HAacunbCmeeHHble N0BOPOMbL 20108bl.

1lo dannoim III pecucmpupyemces snurenmughopmuas
AKmu8HOCMb 8 8UOe KOMNAEKCO8 CNALIK — MeOAeHHAs 801HA
6 Heb0AbUIOM KoauYuecmae 8 npagoil 100HO-8UCOHHO-MEMEeH -
HO-UeHMPanbHol 004acmu ¢ nNepuooUHecKUM pacnpocmpane-
Huem Ha buramepanbHvle omoensl.

3a epems Haxoxcdenus 6 omoenreHuu NPoeooUAcs Ougp-
gepeHyuanvHblil 0UaeHO3 ¢ HACAEOCMBEHHbIMU 00Ae3HAMU
00MeHa 8eulecma: UCKAIYeHbl AMUHOAUUOOnamuu, opeanu-
yeckue auuoypull, HapyuwleHUs MUMOXOHOPUANLHORO [S-OKUCAeHUSL
ACUPHBIX KUCAom (MAHOeMHAL MACC-CReKMPOMempuUst), Al-
30COMHble 00Ae3HU HAKONACHUS: HelPOHAAbHBIL UepOUOHbLL
aunogycyunos I-eo u 2-eo muna, GM I-eanearuo3udos (mo-
NEKYAAPHO-2eHeMUYecKasi U SH3UMOOUACHOCMUKA), 4 MAKice
Mumoxordpuanshvie bonesnu: cunopomst Jlu, MELAS, MERRF
(wacmote mymayuu).

C yuemom OaHHbIX KAUHUKU U NPOBEOEHHBIX UCCAe008AHULL
desouke ObL1 nocmaener ouaenos: cunopom AT, amonuye-
cKu-acmamuueckas gopma, nceedodyrvbbapHlit CUHOPOM,
epybas 3a0epicKka NCUXOMOMOPHO20 U Peuegoeo Pa3gumusl,
cumnmomamuyeckas gokanrvhas snunsencus. Ha momenm
BbINUCKU 0e80YKA NOAYYANA KOMOUHAYUIO 3 RPOMUBOINUAEN -
muyeckux npenapamoa.

Ilocne kypca peabusumayuu 6 Kumae 6 6o3pacme 5 rem
degouka Hauana ygeperHHee 0epiucams 20108y, NOCAINCEHHAs,
MO021a KpamKospemeHHo cudems. Ymepaa 6 6ozpacme 6 sem
80 CHe, 8ePOIMHO 8credcmaue cepoetHoll He0oCMAamo4HOCMUL,
00YCA08AEHHOI HAPYUEHUSMU PUMMA UAU UeMUYeCKUMU
noepeicoeHUAMU MUOKapoda.

B xnmunnueckoit kaptune aeduinmura AADC BaxkHOe
MECTO 3aHMMAIOT KaK HEBPOJIOTMUYECKUE, TaK U BETETaTUB-
HbBIE CUMITTOMBI. DKCTPaHEBPAIbHbIE TTPOSIBIICHUST BHOCSIT
3HAYUTETHHBIN BKJIa B KIMHUYECKYIO KAPTUHY W CHIKA-

JOT Ka4eCTBO XM3HU MalneHToB. K TakmM crmMIITOMaM
OTHOCSITCSI TUTIEPTHIPO3, TEMIIepaTypHasi HeCTaOMIbHOCTb,
3aJI0KEHHOCTh HOCA, HAPYIIICHUS CHA, JUapes U Ap.

ITpoBoms aHaNMM3 KIIMHWAYECKOM KapTUHBI y OIMCaH-
HBIX HAMU CHUOCOB, CJIemyeT MOTYePKHYTh, YTO MEPBBIMU
cuMmIrtoMamu HegoctatouHocT AADC ObUTH BereTaTUB-
HBIC TIPOSIBIICHUSI CO CTOPOHBI XKEITYIOUHO-KUIIIETHOTO
TpaKTa, KOTOPhIE paclieHUBAIMCH KaK KUIIIeIHast MH(pEK-
us.

Ocoboe BHUMaHUE TIPU ITOCTAHOBKE TMArHO3a CIICY-
eT YICNISITh COYCTAHUIO MBITIIEYHOM TUTIOTOHNU W IPYTUX
JIBUTATEJIbHBIX HAPYLIEHU C 3a1€PXKKO MOTOPHOIO pa3-
BUTHS, ocobeHHOo npu Hannunu OT'K 1 u3smeHeHUsT cuM-
MITOMOB Y MallMieHTa B Te4eHUe cyToK. Heobxommmo mom-
YepKHYTh BaXXHOCTh paHHE! MMArHOCTUKM OOJIE3HW,
TIOCKOJIBKY ITpY Ha3HAYCHNH CUMIITOMATUIESCKOM Teparn
B OOJIBIIIMHCTBE CIy4acB yAAeTCSI YMEHBIIIUTD BBIPaXKeH-
HOCTh KJIMHUIECKWX TIPOSIBIICHMIA, a TIPH IAaTOTeHETIECKOM
TepaITiy C UCTTOJIb30BaHeM AAV-acCOLIMMPOBAHHOTO BEK-
TOpa — 3HAYMTEIIFHO YIYJIIMTH COCTOSIHUE MAIleHTOB.
ITpu 3TOM yCIIex TeHHOM Tepany IIpH JICUCHUN AeDUIIH-
ta AADC B niepBylo ouepeab OyIeT 3aBUCETh OT CBOEBpe-
MEHHOU IMarHOCTUKH OOJIE3HM.

Takum 06pa3oM, yYUTHIBas IIMPOKUI TTOJTUMOPPU3M
KIMHAYECKON KapTUHHI TIpH HemocTtaTrouHOocTH AADC,
MOXHO TIPEATOJIOKUTD, YTO 3HAYUTETBHOE YMCIIO TallM-
€HTOB JI0 CHX ITOP HAOIIOMAIOTCS C OIIMOOYHBIMM JUATHO-
3aMHM 1 He TTOJTy4alOT COOTBETCTBYIOIIETO JICUCHUS.

[Tpu npoBeneHNY CUMIITOMATHYECKOM Tepariy Y Ha-
IIeTO TMayeHTa OTMEUYeHa ITOJIOXUTEIbHAsI TMHAMMUKA
npu npumeHeHuu couetanusi PLP, npamuriekcona u ce-
JIETWJIMHA B TeUCHUE TIEPBBIX Mecs1eB JeueHus. OcoOeH-
HO CJIeAyeT MOTYePKHYTh, YTO B HaIlleM HaOIIOOCHUM,
B OTJIMYME OT 3apyOCeXKHBIX IMyOJIMKAIINii, BIICPBhIC ObLIa
3apeTUCTPUPOBaHA BRIpAKCHHAS ITOJIOXUTEIbHAS TUHA-
MHKa B COCTOSTHUM TamyeHTa Ha ¢oHe Teparnu PLP.

TpynHocTh nuarHoctuku gedpuunta AADC 00yciioB-
JIeHa KIIMHUYECKUM ITOTMMOP(PU3MOM, a TaKKe codeTa-
HUEM ITOpaXkeHMST HEPBHOW CHUCTEMBI ¢ HEHEBPOJIOTHIEC-
KuMU TIposiBeHusIMHA. CTaHIapTHAsK CUMIITOMATHIECKasT
Tepanysi, BKJIIOYAIOIasl CeJICKTUBHBIC aTOHUCTBI TopaMu-
Ha, uHruburopsl MAO tuna B u npenaparsl ButamuHa B,
TO3BOJISIET MOOUTHCS YITYJIICHUSI COCTOSTHUSI Y OOJIBIITIH-
CTBa MMAIleHTOB.

HacTtopoxkeHHOCTB Bpaueii B OTHOIIEHUH 3TOTO pell-
KOTO TSDKEJIOTO 3a00JIeBaHMSI TIO3BOJIUT O0SCIICUNTh paH-
HIOIO BepU(UKALMIO IUAarHo3a M JOCTUTHYTh MaKCH-
MaJIbHOTO TTOJIOXHUTEBHOTO 3 (peKTa IMaToreHeTHIeCKOM
Tepartiu.
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Mpu HanpaBneHum CTaTbi B pefakLiio XypHana «HepBHO-MbilLeyHble bonesHu»
aBTOPaM HeobX0AUMO PYKOBOACTBOBATCA ClEAYIOWMMI NPABIUNAMM.
1. 06wue npaBuna
Mpu NepBUYHOM HanpaBREHN PYKOMICH B PEAAKLII0 B KOMUU dNEKTPOHHOMO
n1cbMa JOMKHDBI ObITb YKa3aHbl Bce aBTOPbI aHHOI cTaTbit. 06paTHYlo CBA3b C pe-
JaKuuei byneT nofaepxuBaTh OTBETCTBEHHDI aBTOP, 0003HaUeHHbIN B CTaTbe
(cm. NYHKT 2).
MNpexcTaBnenme B peakLmio paHee onybanKoBaHHbIX CTaTeli He fonyckaeTcs.
2. 0popmneHne AAHHDIX 0 CTaTbe U aBTOpaxX
« llepBas CTpaHULIa JOMKHA COfEPXaTh:
— Ha3BaHue CTaTby,
— MHULWanb 1 GamuaMK BCex aBTOPOB,
— YUeHble CTeneHy, 3BaHWs, JOMKHOCTI, MECTO paboTbl KaX40ro 113 aBTOPOB,
a 1akxe ux ORCID (npu Hanuuum),
— NONHOE Ha3BaHue yupexzaeHna (yupexaeHnit), B KOTopom (KOTOPbIX) Bbl-
nonHeHa pabora,
— afipec yupexaeHna (yupexaeHui) ¢ ykasaHuem MHAeKc.
« TlocnepHAs CTpaHMLA fOMKHA CofepXaTb (BeAeHMA 06 aBTOpe, OTBETCTBEH-
HOM 3 (BA3b C pefiaKLmeil:
— hamunus, UM, 0TYECTBO NONHOCTbIO,
— 3aHMMaeMas JIOMKHOCTb,
— yUeHas CTeneHb, yueHoe 3BaHue,
—NepCoHanbHblii MexayHapoaHblii uaentudukatop ORCID (noppobHee:
http://orcid.org/),
—nepcoHanbHblii upextudukatop B PUHLL (moppobHee: http://elibrary.ru/
projects/science_index/author_tutorial. asp),
— KOHTAKTHbIN TenedoH,
— alpec MEeKTPOHHOI NoUTbI.
3. 0popmneHue TeKcTa
(raTby NpuHMMaloTca B dopmartax doc, docx, rtf.
LWpu¢t —Times New Roman, kersib 14, MeXcTpouHblii uHTepBan 1,5. Bee cTpaHmupbl
LOMKHBI 6bITb NPOHYMePOBaHbI. TeKCT CTaTbit HAUMHAETCA CO BTOPOIA CTPAHULIbI.
4. 06mem cTaTeii (6e3 yueta UnnICTPaLMii U CIUCKa NUTePaTypbl)
OpuruHanbHas ctatba — He 6onee 12 cTpaHuy (60nblunii 06bem fonyckaetca
B VIHAMBUAYaNbHOM NOPAAKE, N0 PELUEHMI0 pefaKLinm).
Onucanne KNUHUYECKNX CNy4aes — He bonee 8 cTpaHuL.
0630p nuTepatypbl — He 6onee 20 CTpaHuL.
Kpatkue coo6wieHus u nucbma B peflakuuio — 3 CTpaHuLbl.
5. Pe3tome
Ko Bcem Bipam cTareii Ha 0TZeNbHOIA CTPaHIILIE AOMKHO ObITb MPUNOXKEHO pe3io-
Me Ha PycCckoM M aHIMICKoM (10 BO3MOXKHOCTH) A3blKax. Pe3iome OMKHO KpaTKo no-
BTOPATb CTPYKTYPY CTaTbU, HE3ABUCUMO OT ee TeMaTHKN.
06bem pestome — He bonee 2500 3HaKoB, BKNoYas npobenbl. Peiome He JOKHO
COpepXaTb CCHINKM Ha UCTOUYHUKIA IATEPATYPbI M WANKCTPATUBHBIiA MaTepuan.
Ha 370l Xe CTpaHuLe NOMeLLAoTCA KNIoueBble C0BA HA PYCCKOM 11 aHTNIACKOM
(Mo BO3MOXHOCTH) A3blKax B KonuuecTse oT 3 o 10.
6. C(TpyKTypa cTareil
OpurvHanbHas CTaTba JOMKHA COAEPKaTb CledytoLne pasaensl:
—BBEZeHIe,
—Lenb,
— MaTepuanbl U MeTofpl,
— pe3ynbTarbl,
—06cyxpeHue,
— 3aK/KueHue (BbIBOAYI),
— BKNaj BCex aBTopoB B pabory,
— KOHANKT MHTEpeCoB ANA BCex aBTOPOB (B CNyyae ero oTCyTCTBUA HEobX0-
ANMO YKa3aTb: «ABTOPbI 3aABNAIOT 00 OTCYTCTBIM KOHOANKTA UHTEPECOBY),
— 0Z06peHue NPOTOKONa MCCNESOBAHMA KOMUTETOM M0 B103TUKE (C yKa3aHu-
eM Homepa U AaTbl NPOToKoNa),
— MH$OPMIMPOBAHHOE COrNacuie NaLMeHTOB (ANA CTaTeil C aBTOPCKUMM MCCe-
LOBAHUAMY 1 ONMCAHUAMM KIMHUYECKWX C1yuaeB),

—PU HANMUMM GUHAHCMPOBAHUA UCCTIENOBAHMA — YKa3aTb €ro UCTOUHMK
(rpaHTnT. 4.),
— bnaropapHocTi (paszen He ABNAETCA 0643aTeNbHbIM).

7. UnniocTpaTnBHbIN MaTepuan

WnntocTpaTuBHBIiA MaTepuan JomxeH ObiTb NpeacTaBAeH B BiAe OTAENbHbIX Gaii-
NOB 1 He GUrypupoBaTb B TeKcTe CTaTbu. [laHHble TabnuL He JOMKHbI NOBTOPATD JaH-
Hble PUCYHKOB 1 TeKCTa U Ha060poT.

Ootorpadum npeactasnatotca B dopmartax TIFF, JPG ¢ papelueHuem He MeHee
300 dpi (Touek Ha gtoitm).

PucyHku, rpaduku, cxembl, Anarpammbl 0MKHbI ObiTb pefakTUpyembIMu,
BbinonHeHbIMu cpeactBamin Microsoft Office Excel unm Office Word.

Bce pucyHKM fomxHbI 6bITb NPOHYMePOBaHbI 1 CHABXeHbl NOAPUCYHOUHBIMM
nognucamu. OparmeHTbl pUcyHKa 0603HaualoOTCA CTPOYHBIMU BYKBaMI pyccKoro anda-
BUTa — «a», «6» U T. 1. Bce cokpaleHua, o6o3HaueHna B Bude KpuBblX, OyKs, LMop
WT. fi., NCNOb30BAHHDIE HA PUCYHKE, BOMKHbI ObITb paciLndpoBaHbl B NOAPUCYHOUHOI
noanucn. Moanucy K pUcyHKaM aloTca Ha OTAENbHOM JINCTe MOCsIe TeKCTa (TaTbyl B 0f-
HOM C Heil daiine.

Ta6nuubl JomKHbI 6bITb HArNAZHBIMY, UMETb Ha3BaHMe 11 NOPALKOBbIN HOMep.
3aronoBKy rpad AOMKHbI COOTBETCTBOBATH MX COAEPKaHMI0. Bce cokpaLeHua pacwnd-
POBbIBAKTCA B NPUMeYaHuK K Tabnuue.

8. EAnHMLbI N3MepeHna U COKpaLLeHns

EauHnubl namepexna patotca B MexayHapopHoit cucteme egunmy (CH).

(oKpalLieHna cnoB He onyckatTca, kpome obienpuHATbIx. Bee abbpesuatypbl
B TEKCTe CTaTbU JOMKHbI ObITb MONHOCTBIO PaclundpoBaHbl Npy NePBOM YNOMUHAHUM
(Hanpumep, HepBHO-MblLeyHble 6one3nn (HMB)).

9. Cnucok nuTeparypbl

Ha cnenytoweil nocne TekcTa CTpaHuue CTaTby JOMKEH pacnonaratbcsl CMCOK
LMTUDYeMOiA IUTEpaTypbl.

Bce MCTOUHMKN LOMKHDBI ObITb NPOHYMEPOBaHbI, HYMepaLua 0CyLLeCTBAAETCA
CTPOro N0 NOPAAKY LMTUPOBAHNSA B TEKCTE (TaTby, He B andaBUTHOM nopsake. Bce
CCbISIKM HA UCTOYHWKN NUTEPATYPbI B TEKCTe CTaTbi 0603HaualoTCA apabckumu ud-
pamin B KBaApaTHbIX ckobKax HaumHas ¢ 1 (Hanpumep, [5]). KonnuectBo untupye-
MbIX paboT: B OpUTUHANbHBIX CTaTbAX — He 6onee 20—25, B 0630pax nuTepaTypbl —
He 6onee 60.

(cbInKM JOMKHDI 4aBaTbCA Ha NEPBOMCTOUYHNKI, UMTMPOBAHUE OBHOTO aBTOpa
no pabote Apyroro HefoONMYCTUMO.

BknioueHue B CNUCOK NUTepaTypbl Te31COB BO3MOXHO UCKIIOUNTENIbHO NPU CCbIAl-
Ke Ha MHOCTPaHHbIe (aHIM0A3bIYHbIE) UCTOYHMKM.

(colnKy Ha AvccepTaLian 11 aTopedepatbl, HeonybaMKoBaHHble PaboTbl, @ TaKkxe
Ha JlaHHble, NoNyYeHHble U3 HeOULMANbHBIX UHTEPHET-UCTOYHUKOB, He AONYCKAIOTCA.

[ina Kaxporo NCTOUHMKA HeobX0AMMO YKa3aTb: GaMUINM 1 MHULMANBI ABTOPOB
(ecnn aBTOpOB Goniee 4, yKa3blBaIOTCA NepBble 3 aBTOPa, 3aTeM CTaBUTCA < Ap.» B PyC-
ckom unu “et al.” B aHrNIiCkom B TeKcTe). ABTOPbI LMTUPYeMbIX MCTOUHUKOB AOMKHDI
ObITb yKa3aHbl B TOM e NOPALKE, UTO U B NEPBOUCTOUHMKE.

Mpy ccbinKe Ha CTaTbW U3 XKYPHANOB NOC/IE ABTOPOB YKa3bIBAKT Ha3BaHMe (Ta-
Tbi, Ha3BaHWe XypHana, rof, TOM, HoMep Bbinycka, cTpaxuubl, PMID u DOI cratbu (mpu
Hanuuum). Mpyu ccoinke Ha MOHOTPaduK YKa3bIBAKT TakKe MONHOE Ha3BaHWe KHUTH,
MECTO U3aHus, Ha3BaHMe U3[aTeNbCTBa, Fof U3JaHNA, YNCTIO CTPAHNL.

(1aTbi, He COOTBETCTBYIOLLME iAHHBIM Tpe6GoBaHNAM, K paccMOTpeHuUio
He NPUHUMAIOTCA.

061wwue nonoxeHua:

« PaccmoTpeHue cTaTbit Ha NpeAMeT ny6AuKaLYY 3aHUMaET He MeHee 8 HeleNlb.

« Bce noctynatluue cTaTbi peLieH3npyroTea. PeLieH3ua ABNAETCA aHOHUMHOIA.

« Pepakuma ocTaBnseT 3a co6oii IpaBo Ha peLakTUPOBaHKe CTaTeid, Npe/CTaB-
NEHHbIX K ny6nuKaumm.

« Pefakuma He npepocTaBnAeT aBTOpCKMe SK3eMAnApbl XKypHana. Homep
KypHana MOXHO MOMYYMTb Ha OOWMX OCHOBaHUAX (CM. MHGOpMALUI0
Ha caiiTe).

Matepuanbl ana ny6nnkauuu NpMHUMAOTCA No aapecy neuromuscular.
diseases@gmail.com.

MonHas Bepcua Tpe6oBaHMii NpeACTaBNEHA Ha caliTe XKypHana.
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